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BBEJAEHHME

JocTimxkeHnss COBpPEMEHHOM MEIUUMHCKOW HAyKH H3MEHUIU
CTPYKTYpy 3a00JieBaeMOCTH 4elioBeka. Ha mepBbIif TaH BBINUTH Ta-
TOJIOTHYECKHUE MPOIIECCHI, B PA3BUTUU KOTOPBIX BEAyIIas POJb MPH-
HQ/IJISKUT TCHETHYECKUM (akTopaM. XPOMOCOMHBIE U MOHOTCHHEIC
0O0JIe3HU, BPOXKICHHBIC TMOPOKU PA3BUTUS XapaKTEPHU3YIOTCS -
TEJIbHBIM M XPOHUYECKHM TEUCHHEM, BOBJICUCHHOCTHIO B IPOLECC
MHOI'UX OpraHoB U CHCTCM. Ounn IIPUBOJAT K MHBAJIMAHOCTHU, a B pA-
Jie CIIydaeB K paHHel cMmepTu. JledeHne TakuX MAIMEHTOB, KaK Tpa-
BUJIO, JIOPOTOCTOSINEE, 3a4acTyr0 OCCIIePCIICKTHBHOE, a JJIs 00Jib-
HIMHCTBA BHJ0B HaCJ’ICI[CTBCHHOfI MaTOJIOTMU B HACTOAIIEC BPEMA
OTCYTCTBYIOT 3(ppeKTHBHBIE METOABI KOPPEKITHH.

Permiennem 3amad, CBSI3aHHBIX C HACIEICTBEHHBIM 3J0POBHEM
YeJIOBEKa, B HACTOSIIEE BPEMs 3aHUMACTCS OJHO M3 BaKHEHIINX
HaTpaBJICHUA TeHETHKH YeJI0BEKa — METUIIMHCKAS TCHETHKA.

I'eHeTHKa 4YesiOBeKa — 3TO HAyKa O HACIEJICTBEHHOCTH M W3-
MCHYHMBOCTU B IMPHUIOKCHHU K YCIIOBCKY. B HacToAIIEC BPEMS
B paMKaXx I'€HCTUKHU YC€JIOBCKaAa BBIACIIAIOT KIIMHUYCCKYIO U MEIUITUH-
CKYIO TCHETHKY.

MeauuMHCKasi TeHETHKA PACCMAaTPUBACT B CBSI3M C MATOJIOTHEH
HACJICJICTBCHHBIC MEXaHU3MbI, MOJJICPKUBAIOIIUE TOMEOCTa3 opra-
HU3Ma W OIpPEICIAIONINE 37I0POBbE WHIWBUJA; 3HAUCHHWE HACTE.-
CTBEHHBIX ()aKTOPOB B STHOJIOTHH OOJIE3HEH; COOTHOIICHUE HACIIE -
CTBEHHBIX M CPEIOBBIX ()aKTOPOB B MaroreHe3e OOJie3HEH; poJib
HaCJICACTBECHHBIX Q)aKTOpOB B OIIPEACICHUN KIIMHUYECKOM KapTHUHBIL
00JIe3HEl; POJIh HACIIEACTBEHHOCTH B OTBETHON PEaKI[UK OpraHH3Ma
Ha (apMaKoIOTHIECKOE U JIPYTUE BUIIBI JICUCHUSI.

KanHu4yeckasi reHeTHKA B CTPOTOM CMBICIIE CJI0Ba — IIPUMEHE-
HUE 3HAHUW W Pa3pa0OTOK B 00JaCTH MEIUITUHCKOW TCHETHKH IS
pENICHUs KITMHUYECKUX MPOOJIeM Y MAIUEHTOB WM B UX CEMbsIX (JIH-
arHOCTHKa, JICUEHHUE, TPOrHO3 U MPOQPUIAKTHKA).

B Hacrosimee BpemMsi U3BeCTHO Oosiee 5 ThIC. HACIEICTBEHHBIX
00JIe3HEeH, MOpa)karoIUX BCE OPraHbl, CUCTEMBbI U (DYHKIUU opra-
Hu3Mma. CTpyKTypa HacleJICTBEHHOW M BPOXKJICHHOW MATOJIOTHH Ye-
JIOBeKa HeoaHopoaHa. B coorBercTBUM ¢ AaHHbIMH BO3 2,5-3 %
BCEX HOBOPOXJICHHBIX HMMEIOT pa3jMyHbIC MOPOKH pa3Butus. [lpu
s3ToM 0KkoJi0 1% cocraBisioT reHHbie Oonesnu, npumepao 0,5 % —
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XPOMOCOMHBIE 00j1e3HU U B cpeaHeM 1,5-2 % mpuxoauTcs Ha T0JIH0
BPOXKICHHBIX MOPOKOB pa3BuThsA. C BO3pacToM YacToTa BCTpedae-
MOCTH BBISIBJICHHBIX TATOJIOTUN pa3BUTHUs yBenuuuBaetcs u K 10 ro-
JaM MOXET JIOCTUTHYTh 5—7 % 3a CueT MOPOKOB Pa3BUTHS OPraHOB
ClIyXa, 3pE€HHUsI, HEPBHOU U 3HIOKPUHHOUN CHCTEM, HE 3apETUCTPUPO-
BaHHBIX NPU POXKACHHWU. bojee MOMOBHHEBI CIy4daeB Cpelud HHUX CO-
CTaBJIAIOT TSDKEJIbIC, XPOHHUYECKU TEKyIIUe (GOPMBI, MPUBOSIINAC
K paHHe# CMEPTH WM MHBATMAN3AINH peOeHKa.

TakuMm 00pa3om, MPUUXNHON TTEPU- H HEOHATAILHOW CMEPTHOCTH
10 50% sIBISIOTCS BPOXKICHHBIC TIOPOKH PA3BUTHSI, HACJIEICTBCHHEIC
0ose3nu (rerubie Oonesnu — 8—10 %, xpomocomubie — 2—3 %, MyIb-
tudakropuansipie — 35-40 %), Apyrue «reHeTHYECKUE» MPUINHBI
W HereHeTnueckue npuanHsl — 50 %.

HacnencrBeHHbIMHM 00J1€3HAAMM UECJIOBEKAa HA3BIBAIOT TaKHE
MATOJIOTUYECKHUE COCTOSHUS, MPHINHON KOTOPHIX SIBISIETCS M3MEHe-
HUE TEeHETHYECKOT0 MaTepHara.

CylIecTBYIOT pa3IUYHbIC KIIACCU(PUKAIIUN HACICICTBEHHBIX 3a-
OoneBanmii. OfHa W3 HUX — KjIacCH(UKANMS HACTEICTBEHHBIX
0oJiesHeil mo TMHy HacjaexoBanus. Ha ocHoBe 3Toro mpuHiuna
HacJeACTBEHHBIC 3a00JEBaHUS TMOAPA3ACIIIOT HAa XPOMOCOMHEIE
Y TCHHBIE.

Xpomocomusle 601€3HN BO3HUKAIOT, €CITH M3MEHEHUS 3aTparu-
BaOT YKCJIO XPOMOCOM HJIH UX CTPYKTYPY.

TI'ennvle 6onesnu (MoHoceHHble WU MONEKYIAPHBIE) HACIICTYIO-
mpecst o 3akoHaM ['. MeHens, BO3HUKAIOT, €CIIA MyTallid TIPOUCXO-
JIT B OTJENBHBIX TeHaxX. K HacTosmieMy BpeMeHH OMKCaHO HECKOJILKO
TBICSY MOHOTEHHBIX HACJICICTBEHHBIX OOJe3HEeH. BONbIIMHCTBO MOHO-
TCHHBIX HACJICICTBEHHBIX OOJIE3HEH BCTPEYAETCS PEIKO, OJHAKO
CYMMapHO OHM CO3JIAIOT JIOBOJIBHO 3aMETHBIN T'py3 B JIt00OU TOITy-
JIAIAA 9eJI0BEKa.

Mynemugpaxmopuansvhnoie 60n1e3nu. K HACICICTBEHHBIM 00-
JIE3HSM OTHOCST TaKXe 3a00JIEBaHUS, B Pa3BUTUU KOTOPHIX, OJMHA-
KOBO Ba)KHBI KakK I'€HbI, TaK M (PaKTOPBI OKpykaromeid cpensl. Mx
HAa3BIBAIOT MyIbmugakmopuaiviuimy 3adoneBanusmu. K HIM 0THO-
CAT BCE TaKWe XPOHUYECKHE HEMH(EKIMOHHBIE 3a00JIEBaHUS, Kak
caxapHbIfi TuabeT, aTepOCKIEPO3, THIICPTCH3US, OPOHXUAIIbHAS aCT-
Ma, si3BeHHas 60ie3Hb u 1p. Yacrora 3THX 3a00J€BaHUN B IMOMYIIS-
LIUU BBICOKASI.



Brigenstor Takke 3aboieBaHHS, OOYCIOBICHHBIE AEHCTBHEM
MIPEUMYIIECTBEHHO GHEUHeCpedosulx ¢axmopos. K HUM OTHOCST
TpaBMbI, YacTble WHPEKIMOHHBIE 0oJe3HH. MHOTHE HcciaeaoBaTen
IOJIaTaf0T, YTO BO3HUKHOBEHNE ITHX 3a00JICBaHUN TaKKe 3aBUCHT OT
TeHeTHYeCKOW KOHCTUTYLWH, XOThb W B HEOONbINON cremeHu. U3-
BECTHO, YTO BO BpeMsl DMHIEMHUI 4acTh HAaceJeHHs He 3a00JIeBaeT,
o0najas TeHETHYUYECKH OOYCIIOBIEHHOH HEBOCTIPHUMYHUBOCTHIO
K COOTBETCTBYIOLICH MH(EKIINH.

B mocnenHue rogpl co3anbl KOMIBIOTEPHBIE HHPOPMAaIMOHHBIE
0a3bl TaHHBIX M KOMIBIOTEPHBIC MPOTPaMMBbI TUATHOCTHKH HACIeH-
CTBEHHBIX Oosie3Hel. VX Ha3HaueHue — YCKOPHUTh U 00bEKTHBH3HPO-
BaTh BEIOOP IMArHO3a U3 MHOXKECTBA TeHETUIECKH PAa3HOPOIHBIX, HO
KIIMHUYECKH CXOJTHBIX CHHIPOMOB M OOJIE3HEH.

Hau6onee unpopmarueasl OMIM u OMD 06a3bl 1aHHBIX.

Menaenupywomasi HacJieAcCTBeHHOCThL 4ejoBeka (Mendelian
Inheritance in Man. V.A. McKusick, cokpamenno — MIM). Uutep-
Her-Bepcusi «On-Line Mendelian Inheritance in Man — OMIM»
(http://www.ncbi.nlm.nih/gov/omim) — urdopMaIHOHHO-TIOMCKOBAs
MyJIbTUMeIuiHas cuctema. 3-¢ uznanue OMIM nepeseneHo Ha pyc-
ckuif s3pIK B 1976 1. moa Ha3zBanueM «HacneiacTBEHHBIE MPU3HAKHU
YeIIOBEKay.

Karanor nmeeT cnemyromme pa3aeibl:

* MounekynspHbie 1e(eKThl MPU MEHISIUPYIONINX HApyIISHUSIX
(mepeveHs HapymIeHUH U NepeYeHb MPOIYKTOB MAaTOJOTHYECKUX Te-
HOB).

* Kparkuii 0030p I€HETHYECKHX KapT 4ejoBeKa (ayTOCOMHBIE,
X-u Y-XpOMOCOMHBIEC, MUTOXOHAPHUATLHBIC).

* Karanor ayTocOMHO-1TOMHHaHTHBIX T€HOB.

* Karanor ayTocOMHO-pe1iecCCHBHBIX T€HOB.

*» KaTtanor X-XpoMOCOMHBIX T€HOB.

* Karanor Y-XpoMOCOMHBIX T€HOB.

* Karaor MUTOXOHIpHATILHBIX TEHOB.

Kaxnpii MeHaenupyromuil npu3Hak UMeeT NIECTU3HAYHBINA HO-
Mep, KOTOPBIM COXpaHseTcs 3a HUM, JaKe eClIi 0OHApy>KEHBI HOBBIE
rensl. Hampumep, ¢enunkeronypus — MIM (OMIM) 261600. 3a
Ha3BaHHEM INpPU3HAKa U CHHOHMMAaMHU CIIEAyeT JIAKOHWUYHOE OIHCa-
Hue Oome3nm W ee reHernka. CTaThsl 3aKaHUYMBACTCA CITUCKOM
Hanbosee Ba)XKHBIX HMCTOYHMKOB IUTEepaTypsl mo Teme. Karamor
cHaOYKEeH MOHBIM MIPEIMETHBIM yKa3aTelleM.
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Oxcdopackas meaunuuckast 6a3za manubix (Oxford Medical
Database ns Windows, cokpaiernno — OMD) coctout u3 aByx 6a3
nanueix: 1. JIonmoHckas 6asa maHHbBIX o gucmopdomoruu (London
Dysmorphology Database — LDDB); 2. JlongoHcKas HEHpOTeHETH-
yeckas Oasa mamaerx (London Neurogenetics Database — LNDB).
Anpec B uateprere — http://dhmhd.mdx.ac.uk/LDDB/Iddb.html. O6e
0a3b1 ObuTH co3manbl M. Baraitser u R. Winter kak HHCTpYMEHTBI /115t
KJIMHUYECKOW JMArHOCTHKU BPOXJEHHBIX aHOMajJuid U HeHporeHe-
THYECKUX CHHIPOMOB COOTBETCTBEHHO.

B Hacrosimee Bpemsi ©MEETCS HECKOJIIBKO PYCCKOSI3BIYHBIX CH-
CTeM KOMITBIOTEpHOU TuarHocThky. Hanbosee 3HaunMble U3 HUX:

CHUHI'EH - SYNGEN (cuHAPOMBI TeHETHUECKHUE) TIPEACTABIISET
co0OH WILTIOCTPUPOBAaHHYIO HWH(POPMALMOHHYIO THATHOCTHYECKYIO
CHCTEMY MPHUMEPHO MO 2 THIC. CHHAPOMOB BPOXKICHHBIX MOPOKOB
pa3BuTHs 4enoBeka. [lo KakaoMy CHHAPOMY HMMEETCSl JAOCTaTOYHO
mostHast 0asa maHHBIX U Oubnmuorpadus. Cucrema OCyIECTBISIET 1MO-
WCK CHHIPOMOB 110 HA0OPY CUMIITOMOB M BBICTPAUBAET PSIIl CXOTHBIX
CHHIPOMOB (AMAarHo3bl-KaHJUIATHI), JAeT CIPABOYHOE ONMCAHHE
BbIOpaHHOTO CHHApPOMa U3 0a3el AaHHBIX. Takum oOpazom, CUHI'EH
MOKHO HCIOJBb30BaTh s MuddepeHInansHON JHarHOCTHKHA pas-
JUYHBIX CHHIIPOMOB BPOXKACHHBIX MOPOKOB Pa3BUTHSI.

XPOJIUC — CHRODYS (xpomocomHsie tucMopdun) — uHPOp-
MAaIIMOHHO-TIONCKOBAs, CHCTEMa TI0 HAPYIIECHHUSM pa3BUTHS XPOMO-
coMHOM THosiorud. OHa BKIIIOYAET B ce0s JAaHHBIE O KIMHUYECKON
KapTHUHE Kaxjoro OombHOTO (Oosee 2 THIC. OONBHBIX) C MOHO-
u tpucomusiMu. XPOAMC mno3Bonser «BbIOpaTh» M3 KOMIIBIOTEpa
XapaKTepUCTUKY KIMHUYECKOW KapTHUHBI MAIlMEHTOB C ONpeJIeNeH-
HOH XPOMOCOMHOW MJIM F€HOMHON MyTaluel, POBECTH IOUCK OIU-
CaHMH CHHIpPOMA, KaK OH MpEACTaBJIeH B MyOnuKanusx. B cucreme
€CTh LIUTOTEHETHYECKas: HOMEHKIIATypa M cJIoBapb TepMUHOB. CHcTe-
Ma TpeiHa3HavYeHa JJisl Bpayeld-reHeTHKOB U HAyYHBIX PA0OTHUKOB.


http://dhmhd.mdx.ac.uk/LDDB/lddb.html

3ansarue 1

K/IMHUKO-TEHEAJIOTUYECKASI JTMATHOCTHKA
HACJIEACTBEHHBIX 3ABOJIEBAHUUA

Ilens 3anamusn: 03HAKOMHUTHCS C OCHOBHBIMH MPUEMaMU U ME-
TONAMHU KIMHUKO-TEHEAJOIrHYECKON AUArHOCTUKU HACJIEICTBEHHBIX
3a0o0JIeBaHmit

Knunuueckas ouacnocmuka HaCleACTBEHHBIX OOJIe3HEH OCHO-
BBIBACTCS Ha JIAHHBIX KIMHUYECKOTO, TEHEATOTHIECKOTO M TTapaKiH-
HUYECKOro 00CIIe0BaHHUS.

OO6cnenoBHUE OOBHBIX ¢ HACIECTBEHHON MAaTOJIOTHEH POBOANT-
Cs1 B [IBa ATaIla: MEPBbIM — KIuHu1uecKuti 1 BTOPOU — napakiuHu4ecKuil.

Knunuveckuii sman BKIFOYaeT odlIee KIMHAYECKOe 00CIeI0BaHIe
OOJILHOTO B COOTBETCTBUHU C TPEOOBAHUSMH, ONMUCAHHBIMU B COOT-
BETCTBYIOIIMX PYKOBOACTBaX. Ha 3TOM 3Tane mpuMeHsIOTCS OCHOB-
HBIE U JOTIOJTHUTEIIbHbIE KIMHIHYECKNE, 8 TAK)KE OCHOBHBIE KITMHUKO-
MHCTPYMEHTAJIbHBIE U KIIMHUKO-1a00paTOPHBIE METO/IBL.

[Tpu oO0mmemM KIMHUYECKOM 00cIieIoBaHUU OOJIBFHOTO MOCTaHOB-
Ka JIMarHo3a 3aBepIiaeTcsi OHIM H3 TPEeX 3aKII0UEHHI:

1) 4eTko moCTaBIeH JUarHO3 HEHACIEICTBEHHOTO 3a00ICBaHHS;

2) YeTKO TIOCTABJICH AMarH03 HACIEACTBEHHOMN OOIE3HM;

3) uMeeTcst MOJO3pEHHE, YTO OCHOBHAS WIJIM COITyTCTBYFOIIAs
Oone3Hb HacleACTBEHHAs. TpeThs rpymnma, Kak IpaBuiio, TpeOyer
MPUMEHEHHUS CIEIHAIBHBIX, JOMOJHUTEILHBIX METOJI0B 00Cie0Ba-
HUS (MapaKInHIYECKUX, TA00PATOPHO-TEHETHUESCKUX).

Tapaxnunuueckoe 06cnedosanue TPOBOJUTCS TPHU TOI03PEHUH
Ha KOHKPETHYIO HacleACTBEHHYIO Ooisie3Hb. Ha mapakimmHuueckoM
JTane MPUMEHSIIOT ClelHaNbHbIe JJAOOpaTOpHbIE, a TaKXKe IUTOTeHe-
THUYECKHE, MOJIEKYJISIPHO-TEHETHYECKUE W OMOXUMHYECKHUE METOJIB,
aB ONpENENCHHBIX CHUTyallMsX eIle M MOMyJSIIUOHHO-CTaTUCTH-
YECKUI METOI.

Knuauko-reneanornyeckas TMarHoCTUKA BKIIFOYAET TPH OCHOB-
HBIX JTala: KIUHUYecKoe 06cnedosanue, cocmasgienue pooocio6HOl
U 2eHeano2udecKull aHau3.



1. Kiimnuyeckasi JMarHOCTHKA HACJeCTBEHHBIX 3a00J1eBaHui

OOBEKTHBHBIM OCMOTP HAYMHACTCSI C M3yUCHHS BHEIIHETO BHIIA
npobanaa (YenoBeKa, KOTOPHIH OOpaTHIICS B T€HETHYECKYHO KOH-
CyIbTalMi0). MEeTOINYecKOH OCHOBOW TAaKOTO OCMOTpA SIBIIAETCS
cemMuomuKka — HayKa o 3HaKaxX (CHMBOJAX) MAaTOJOIMYECKOIo Ipo-
Iecca B OpraHW3Me, MPaBHILHOM WX 0003HAYCHUH, MOPGOIIOTHYIe-
CKMX U (PYHKIIMOHAJBHBIX M3MEHEHHSIX OPraHoOB M 4YacTei Tena, Tu-
HaMHKE KIMHUYECKUX TMpOsBIeHUi. MneHTnukanms CHMBOJIOB
HACJIC/ICTBEHHOM MATOJIOTHH — 3TO 00s3aTeNbHOE YCIOBUE NS ee
YCIICLIHOT'O BBISIBIICHUS y IpoOaHa.

C »3TOM WEeNbl0 IIMPOKO HCHONB3YIOT pa3Hble MPEeIMETHO-
oOpa3Hble 3HaKd M O0O3HAUEHUS Pa3sHOOOPa3HBIX MPHU3HAKOB,
Hampumep: «OapabaHHbBIE MATOYKHY», «BECI000pa3HbIe pedpay, «Ka-
nenpHOe cepAue» U T.m. C uX MOMOUIBI0 0003HAYAIOT TJIABHEIC
CHUMIITOMBI HACJIEICTBEHHOT'O MJIM BPOXKICHHOTO 3a00JIeBaHuSI.

Bo MHOTHX ciy4asx y 60IBHOTO C HACIEACTBEHHOMN MaTOIOTHEH
HaOM0JaeTcs XapakTepHbI BHELTHUI BUA WIIN «3HAKWY» T€HETUYECKO-
ro 3a0oieBaHUs, HapUMep: «Imio bda» (CHHApOM Bumbsamca),
«KOIIAYUH KPUK» (CHHIPOM JENelUN KOPOTKOTO IJieya XpPOMOCO-
MbI 5) U T. 1. [Ipr BHeIIHEM OcMOTpe MpoOaHa BHUMAHUE JIOJHKHO
6BITL HaIlpaBJICHO TaKX€ Ha BBIABJICHUEC COOTBCTCTBYIOIIHMX IIPCI-
METHO-00Pa3HbIX 3HAKOB y OJU3KUX POACTBEHHUKOB.

OpvH ¥ TOT e MPU3HAK YacTO BCTPEUYAEeTCs NMPH HECKOJIBKUX
¢opmax 3aboneBanmii. Hampumep, nedopmauusi rpyqHOH KIETKH
BCTpevaeTcst He MeHee YeM npu 30 HaceJICTBEeHHBIX OOJEe3HsIX, HC-
KpUBJIEHHE TO3BOHOYHHKA BCTpedaeTcsa Ooinee yeM mpu 50 Hacnen-
CTBCHHBLIX CHHApOMax. HpI/I OCMOTpPE CHEHUATIMUCT TCHETHUK MOXKET
BBISIBUTH IMPHU3HAKU CYLIECTBEHHO objervaromme auddepeHuuans-
HYIO TMarHocTuky. Hampumep, y denoBeka ¢ BpOKICHHBIM OPOKOM
cepAlla HY>KHO TLIATEIBHO OCMOTPETh PYKH: yKopodeHue | mamnbia
KHCTH WM Hajlnuue Tpex (ajaHr BMECTO JABYX Cpa3y HABOJIUT Ha
MBICJTh O JIOMUHAHTHO HacjeayeMoMm cuHapoMme Xont—Opama (Wiu
CHHIPOME «pyKa—cep/ie»). [Urnomnazuss WM JUCIUIA3Usl HOTTEH
MOJKET HaONIOJaThCs NpU 25 pa3IUyuHBIX HACIEICTBEHHBIX OoJe3-
HSX. BonbHBIE C ATUMHU CHHAPOMaMH ABJSIOTCSA YaCTbIMU MallUeHTa-
MU OTZEJIEHUH CepIeYHO-COCYAUCTON XUPYPIHU.

BaxxkHoe MecTO B JMAarHOCTHKE HacJeICTBEHHBIX OoJsie3Hel 3a-
HUMaeT JMIleBas yacTh yeperna. Hampumep, 3amaBiuasi nepeHocuua
MOJKET ObITh IIPU3HAKOM MYKOIIOJIMCAXapHu03a WIN aXOHAPOIUIa3HU.

8



YMCTBEHHas] OTCTAIOCTh PE3yNbTaT MATOJOTHH OOJiee YeM MPHU
100 HaciencTBEHHBIX CHUHIPOMAX, CPeld KOTOPBIX MHOTO XpPOMO-
COMHBIX.

Oxkono 200 BHEUTHUX CUMITOMOB U IIPU3HAKOB MO>KHO BBISIBUTH
MpU HACIEICTBEHHOM MATONOTMU 0e3 MPUMEHEHHUS CHEeIHATbHBIX
JOTIOJTHUTENIBHBIX METOJOB oOcienoBanus. OOHAKO 3TH MPHU3HAKH
BBISIBIISTIOTCSI TOJIBKO B TE€X CIIy4asiX, KOTAa UX LeJeHapaBICHHO.

[Nocne BHEIIHEro 0CMOTpa TeHETHK BBIABISIET Y IpoOaHa Apyrue
XapaKTepHble 0COOCHHOCTH 3a00JIeBaHUs: BpeMs MaHH(eCTaluu WU
BO3pacT OONBHOTO, Ha KOTOPBIM MPHUXOMUTCS TIOSBIICHUE TIEPBBIX TIPH-
3HaKOB OOJIE3HHM, MPOTPEIUEHTHBI XapaKTep TEYeHHs, MHOXKECTBEH-
HOCTP (TIONIMCHUCTEMHOCTD) MOPaKEHIIS, CEerperaruio 3a001eBaHusT 1/
€ro CHMITTOMOB B POJIOCIIOBHOH, PE3UCTEHTHOCTD K TEPAITHH H JIp.

Obwue npuzHaKu HAC/1e0CMEEHHbIX 00/1e3Hell, TIO3BOJISIONIIE
CHETMAUCTY-TEHETHKY 3aIl003PUTh POIIb HACIEACTBEHHBIX (haKTO-
POB B STHOJIOTHH U MATOT€HE3€ PACCMATPHBAEMOT0 3a00ICBAHMS:

— OnpedeneHubvlii KOMNJIEKC NPUHAKO8 DOoae3Hell.

— XpoHuueckoe, npoepeduenmuoe, peyuousupyiouee meyeHue.

— Muoowcecmeennbie namonozudeckue usMeHeHus: OpeaHo8 U Cu-
cmem.

— [Inetiomponnoe Oeticmaue 2ena.

— Bpoorcoennwiii xapaxmep 3abonesanus. He menee 25 % dhopm
TeHHBIX 3a00JICBaHUI U TIOYTH BCE XPOMOCOMHBIE OOJIE3HN HAaYMHAa-
10T GOPMHUPOBATHCS YKE BHYTPUYTPOOHO.

— Pesucmenmuocmo K Haubojiee pacnpoCmpaHesHbiM Memooam
mepanuu.

— Cemetinvii xapaxmep 3abonesanus. Cneayer NOMHHUTb, YTO
TEPMHUH «CeMeliHblli cyuaid> HE BCETAA OTPaXKaeT HAcJIEICTBEHHOE
MIPOUCXOXKICHHE OOJIE3HH, HO MOXKET CBUJIETEIIBCTBOBATH 00 OOLITHOCTH
CPEIOBBIX BO3ICHCTBUI, XapaKTEpPHBIX I MHOTHX UWIEHOB CEMBH
(narmpumep, TyOepkyies). [Ipu HammuMm ceMeiHBIX cityyaeB 3a0o0JeBa-
HUsI TIPOBOJIMTCSI BTOPOM 3Tan o0cieoBanust 0oibHOro — auddepeH-
[UaIbHAS IMArHOCTHKA KOHKPETHOW HACIIEICTBEHHON OOJIE3HN.

1.1. OcoGenHocTu ocMOTpa U 00C/I€I0BAHUS MALMEHTOB,
a TaKiKe UX POJACTBEHHHKOB
Ha nepBu4ynOM 00CNIe0BaHNN OTMEYAIOT: BPOXKIACHHBIE TOPOKU
Pa3BUTHA, NPU3HAKA AU3MOPQOTeHe3a, aHTPOIOMETPHIECKUE TIPH-
3HAKH, TeYeHUE OEPEMEHHOCTH U €€ 0COOEHHOCTH.



Bposcoennvie nopoku pazeumusa — Hanbosee OYSBUIHBIE TIPH-
3HAKM HAcJEICTBEHHON MaTOJIOTUU. BpoXkieHHbIE TOPOKH Pa3BUTHS
(BIIP) — 370 maTosoruyeckue COCTOSHUS, KOTOpPBIE MPEICTaBISIIOT
co0o# CTOMKHE CTPYKTypHBIE WM Mopdoiorudeckue aedekTsl op-
raHa WM ero 4acTH, BOSHUKAIOIIYE BHYTPUYTPOOHO U HapylIarolue
(GYHKLIMIO TOpakeHHOTO opraHa. [loHATHE «BPOKACHHBIA MOPOK»
BKJTIOYAET B ce0s TakKe BPOKACHHBIC HApYIIEHHS 0OMEHa BEIECTB.

BIIP moryr BO3HMKAaTh BCIENCTBUE MyTALMM, BO3IEHUCTBUS Tepa-
TOTE€HHBIX (DaKTOPOB WM Pa3BUBATHCS B PE3YNILTATE COBMECTHOTO JEH-
CTBUS TeX U Apyrux. @opMupoBaHre OONBIIMHCTBA TIOPOKOB Pa3BUTHS
MIPOUCXOTUT B TeueHue nepBrix 8—10 Hexens OepeMEeHHOCTH.

Brigenstor OomnpIre MOPOKH Pa3BUTHS U Mallble aHOMAJIHH Pa3-
BUTHSI.

bonvuwiue noporxu pazeumusn (bIIP), wmu kpynnwie nopoxu,
MIPENICTABISIIOT TpyOble AedexTsl, HapyIamimue (QYHKIHUIO Topa-
JKEHHOTO oprana. M3y4eHsl 1 onucaHbl moapooHo. Hanpumep, aH3H-
nedanus, ruapouedanus, MUKporedanus, CIMHHOMO3IOBBIC TPHIXKH,
pacienuHsl TyObl 1 HEOA, OTCYTCTBUE MAbIEB, KOHEUHOCTEH, aTpe-
3UsI KUIIEeYHUKa U T. A. OHU, KaK MpaBWJIO, MPUBOJAT K 3HAYUTEIb-
HBIM MEJTUIIMHCKUM, COLMATBHBIM M KOCMETHUYECKIM Mpo0eMam.

Manvie anomanuu pazeumus (MAP), v npusnaxu ousmopgpo-
2eHesa, IPEACTABISIIOT COO0H HEOOBIIE OTKIIOHEHUS B CTPOSHUH Op-
raHa, He COMPOBOXKIAIOIINECS HapylleHHeM ero (yHKIUH (3IMUKaHT,
KOpOTKasl y3[euKka 53bIKa, jJedopMalys YITHON pPaKOBHHBI U JIp.), —
MUKpOaHOMaJTH pa3BuTHs. OHHU BCTPEYAIOTCS Y 370POBBIX Jitozeil. Ho
HAJIMYUE OTHOBPEMEHHO HECKOJBKMX MHUKPOAHOMAIWH YKa3blBaeT Ha
HEOOXOMMOCTh 0oJiee BHUMATEILHOTO 0OCIeoBaHusl OOJBHOTO Ha
MIPeAMET BPOXKACHHOM WU HACJIEICTBEHHON MATOJIOTHH.

[pus3naku nm3mopdorenesa (MAP) dacto BCTpeyaroloTCst Mpu
MHOTHX HACJICJCTBEHHBIX CHHIPOMAX (& TAK)KE W B OOIIIEH IOIYIISAIINH).
OnHH c03/1aI0T B CBOEH COBOKYMHOCTH (DOH JTUCIINIACTUYHOTO Pa3BU-
THs peOeHKa — cmuemal M UTPAIOT 3HAYUTENBHYIO POJIb B TUATHOCTH-
K€ HacJIeJICTBEHHOM M BPOXJEHHOM maToJyioruu. J(marHoctuueckas
3HAYUMOCTB OTJAEIHHO B3ATOTO MPU3HAKA 3TOM I'PYNITBI OTHOCUTEIb-
HO HEBEJHKa, OJIHAKO COYETaHHE HECKOJIBKHUX TAKUX MPHU3HAKOB MO-
JKET TIOMOYb B OTIPEICTICHUH MPABIIIBHOTO AUAarH03a, 0COOCHHO eCIi
y pebenka HaOroaeTes 3aaepKka GU3NIECKOT0, MHTEIUICKTYaIbHO-
T'O ¥ TI0JIOBOTO Pa3BUTHS.

Aumponomempuueckue npuznaxu. J{ns AMarHOCTUKN Hacle[-
CTBEHHBIX OOJIe3HEH MOJE3HBIMH OKa3bIBAIOTCS CIEAYIOUINE aHTpPO-
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MIOMETPUYIECKHE CBEICHUS: POCT, Macca TeJa, TeIOCIOKEHHE, JITHHA
KOHEYHOCTeH (MHOTAAa OTACNBHBIX MX YacTel), OKPYKHOCTh TPYAH
W yeperna, COOTHOIIEHHE CAarMTTAIBHOIO M JIATEPAIbHOTO pa3MepoB
yepena. Bece 9TH 1aHHBIE CPaBHUBAIOTCS C KPUBBIMH PacIpeieIeHus
yKa3aHHBIX TapaMeTPOB B MOIMYJISAIHU.

K Bpoka€HHBIM MOPOKaM Pa3BUTHUS HE CIEAYET OTHOCHUTD ITOCT-
HaTaJIbHbIC HApYIICHWsS MPONOPLUA WM pa3MEpOB OPTAaHOB, SBIIS-
IOIINXCS POSIBIICHHEM SHIOKPHHHBIX PAacCTPOMCTB (THUModu3apHas
KapJIMKOBOCTb, THTAHTH3M, aKPOMETJIHs).

HacnenctBenHsie 3a007eBaHusl XapaKTepU3YIOTCS Pa3TUIHBIMU
couemanuamMy omoenvHuix npuznaxog (cumnTomoB). Ilo uyeTkocTH
perucTpanyy OHH MOPa3ACISIOTCS Ha TPH TPYIIIBL:

anbmepHamusHbie — MO0 €CTh, TNO0 HET (IPUMEPHI — peaypHKy-
JISIPHBIE TAITJTIOMBI, YeThIPEXIAIbLICBast CKIIA/IKA JIAJOHH H 1P.);

uzmepumenvHvle — MPUHAKH, OTIPeIeIsieMble A0COTIOTHBIM HITH
OTHOCHTEILHBIM KOJIMYECTBEHHBIM 3HaYeHUEM (YIJIMHEHHUE, YKOPO-
YeHUE, YBEIWYCHHE, yMEHbBIIEHHE, MPHUMEPbl — OpaxuJaKkTUIIus,
MUKpoledatus u ap);

onucamenbHble — TPU3HAKH, XapaKTEPU3YIOUIHECs U3MEHEHUS-
MH KOXH, BOJIOC, MSTKMX TKaHEH M JAp., K KOTOPBIM TPYIHOIpPUME-
HUMBI KOJIMYECTBEHHbIE OLEHKH. B oTiM4mMe OoT mpu3HAKOB MEpBOM
TpYIIBl, OHU TPeOYIOT B CBOEM O0OO3HAUYEHHH CPAaBHUTEIBHBIX Xa-
pakTepucTUK (IpUMeEpHI — MATHA Ha KOXKE [BETa «KO(e ¢ MOJIOKOMY,
KJIFOBOBHTHBI HOC, BOPOHKOOOpa3Has rpyIHasi KJIeTKa  Jp.).

Ilamonozuueckuit penomun onpeneIeHHOTO HACIEICTBEHHOTO
CHH/IpOMa CKJIJIbIBAacTCsl U3 0oJiee MM MEHEee YCTOHYMBOTO coue-
Manus omoenbHulx cumnmomog. Takum oO6pa3oM, CHHIPOM — COBO-
KYITHOCTh BHEITHUX W BHYTPEHHUX, MOP(OIOTHUECKIX U (PYHKIIHO-
HAJIBHBIX aHOMAIIM ¥ BPOXKICHHBIX TTOPOKOB, BBHI3BAHHBIX €UHBIM
Mopdonoruueckum (akropom. OOBIYHO TOT WIM HHOH CHHAPOM
umeer ot 1-2 110 5 (peaxo) COOTBETCTBYIOLIMX IPU3HAKOB.

3agaya reHeTHKa-KOHCYJIbTaHTa COCTOUT B TOM, YTOOBI YBUAETh
JaHHBIE AHOMAJIMH U TIPaBUJIBHO UX WHTEPIPETUPOBATb.

Knunuko-mopghonoeuueckoe obcnedoéanue (BHEUIHUHA OCMOTP
WIM TIACTIOPTHAs UATHOCTHKA) IPEJIoaraeT ONpeNeNeHHYI0 I0-
CIIeIOBATEIBHOCTD, IIPUMEpHAsi CXeMa KOTOpPOTro IIpe/CTaBiIeHa
B «Kapre ¢enoTnma.

Kapra ¢enotuna no3BossieT BHIABUTh IPAKTHUECKH BECh CIIEKTP
OONBIINX M MANBIX aHOMAJIMH Pa3BUTHUS TIPH «IIOATAKHOM) OCMOTpE.
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[IprueM Ha KaXAOM <«ATake» MOXXHO OOHAPYKUTh 3HAYMUTEIBHOE
yucio Tunos MAP.

Ilocne BbIsBIEHUS aHOMATUI Pa3BUTHS MOACUNUTHIBAETCS UX KO-
JTUYecTBO: cHadajia otaensHo BAP u MAP, 3atem ux o0mas cymMa,
a TaKXe YHCIIO ONOJHUTENbHBIX AaHOMAJIUM, pErucTpalus KOTOPBIX
He ObLIa IpeyCMOTpeHa KapToi (heHOoTHIIA.

Ilocne Bcex MOACUETOB ONpEENseTCsl BapUaHT Pa3BUTHUS MPoO-
OaHga (TUHOIUIACTUYECKUH, THIOTPOPHISCKUN WM TUCTUIACTHIESCKHIN )
Y OLIEHMBAETCS OTCTaBaHHE MAacchl TeJa OT HOPMBI P JaHHOM TecTa-
IIMOHHOM BO3pacTeé W PocTe, TpopHIecKne HapyIICHHUS W CHIDKEHUE
Typropa KO, HapyIIEHUs] TOMEOCTa3a, UMMYHOJIOIMYECKON PEAKTUB-
HOCTH ¥ U3MeHeHus (pyHkumoHampHOro cocrostaus [ITHC.

3areM CTaBUTCS NpEABAPUTENIbHBIM HarHo3 BPOXKAEHHOTO 3a-
OoneBaHMs, TIO BO3MOXKHOCTH BBIJIENSAS MOHOTCHHBIE IIOPOKH,
HAaCJIEACTBEHHbIE CUHAPOMBI, MHOXeCTBeHHbIe BIIP, nopoku mysb-
TU(HAKTOPHUATBHON TPUPOIBI, TTOPOKH MPH XPOMOCOMHBIX HapyIle-
HUAX U IOPOKU HEYCTAaHOBJIECHHOT'O T€HE3a.

Bonpuryro momolns B MOCTAHOBKE JUArHO3a HACIEACTBEHHOIO
1 BPOKICHHOTO 3a00JIeBaHUsI MOXKET OKa3aTh METO/| MPe/IBAPUTEIb-
HOTO JIMarHo3a ¢ TOMOIIBbIO KOMITBIOTEPHBIX 0a3 TaHHBIX

2. leHealoru4ecKuii MeTO/ TMATHOCTHKH HACJIEICTBEHHBIX
3a00s1eBaHUil

I'eneanormueckuii METOJ — COCTaBIIEHHE POIOCIOBHON U TTOCTIe-
nyrormi ee ananu3. Meton npeioxed @. ["anpTonoMm B 1865 . OH
TI03BOJISIET BBIIBUTH HACIIEJCTBEHHBIN XapakTep NMpH3HAaKa, oIpene-
JUTH THUI HACIEIOBaHUS TPH3HAKA, THII B3aUMOJCHCTBHS TCHOB
U TIEHETPAHTHOCTH aJUIeJICH.

['eneanornueckuii METOA OCHOBAaH Ha JaHHBIX, MOJyYEHHBIX
y mpobaHaa Wi ero poAcTBEeHHHMKOB. CocTaBieHHE POAOCIOBHOM
HAaYMHAETCS C npodanda, ¢ JINIA, OOPATUBIIETOCS B T€HETHICCKYIO
KOHCYyJbTanmio. Yamie Bcero WM OKa3bIBaeTCsl OONBHON MM HOCH-
TeJdh TMPU3HAKa, HAcIEeJIOBaHME KOTOPOTO HEOOXOTUMO MPOCIETUTH
IIpY aHAJIN3€ POJOCIOBHOU. Beex neTeil omHOM cynpy»KecKod mapsl
Ha3bIBAIOT cubcamu. B pomocnoBHON cHOCH! pacrionararoTcs B I10-
pSAKEe POKICHHUSA TOPU30HTANBHO CJIeBa HAlpaBo, HAUMHAs CO CTap-
mero. JKenmaTenpHO TMONYYWTh MaKCHMaJbHBIE CBEACHHA O POJI-
CTBEHHHMKaX 3—4 MOKOJIeHHH. MHUHUMANBHBIH 00beM HH(pOpPMAIMH
JIOJDKEH BKJIIOYATh HE MEHee TpeX IMOKOoJeHWH. boimbinoe 3HaueHHMe
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JUT. KOHCYIIbTUPOBAHMS UMEET BBIIBICHHE KPOBHOTO POJCTBA MEXKITY
KOHCYJBTHPYIOIIUMUCS CyNpyraMu, U3y4yeHHE COCTOSIHHUSA 340POBbA
MOHO3UT'OTHBIX OJHM3HELOB, €CIIM TaKHe eCTh B POJIOCIOBHOM; o0cCIIe-
JOBaHHE HE TOJBKO OOJIBHBIX YJICHOB POJOCIOBHON, HO U 370POBBIX;
CBEZIEHMs O BBIKHMIBIIIAX, MEPTBOPOXKIEHUX. [Ipu cOope cemeiiHoro
aHaMHe3a JKEIAaTeIbHO MCIIONIB30BaTh TaKXKe W IPYTHe HCTOYHUKH
MEIUIUHCKON U TeHealIoTHUeCKod nHpOopMalnu (BBITUCKHA U3 UCTO-
pun 0OJIe3HH, JIOMOBBIC KHUTH, LIEPKOBHBIC 3alMCH H T. 1.). UJeHbI
OJIHOT'O ITIOKOJIEHUS PACIOIAraloTCs B OMHOM psfy. Psiibl mokoneHuit
0003Ha4a0T puMckuMH Iudpamu. IlpeacraBurenn oJHOTO MOKOJIeE-
HUSI HyMEpyroTcs apaOCKuMH Ludpamu, MMOCIeI0BaTEIbHO — CIIeBa
HampaBo. Takum 00pa3zoM, KOKABIH YI€H POIOCIOBHON MMEET CBOI
mudp ABOUYHON cucTeMbl, Hampumep, |-1, I1-1, 11-2 u 1. 1. Yame
BCEr0 POJOCIIOBHAs OBIBAaCT MPEICTABICHA IOCIECI0BATEILHBIMH,
COEAMHEHHBIMU MEXAy cO00 TOPU30HTANBHBIMU PSIaMHU.

IIpu cocTtaBneHUH POAOCIOBHOM MPHUHSATO HCIONB30BAaTh CHM-
BOJIBL, TIPE/ICTaBJICHHBIE Ha puc. 1.

O SKeHmuea O‘—‘D BHeOpadHas CBA3h

3mopoBsle

D MysKrHa m Cubert

e (103
\, MOHO3HTOTHEIE
OIH3HEIBI
O Tlon Heu3BecTeH J
A BrIkHaBII m >;[H3HFOTHHS

OIMH3HEIBI
l MenHUMHCKHI aGopT

/

L]\JepTBOpU}KILeHHBIﬁ OID Becnoinsli Opak
D—O Bpax ? %?] Becmromnie

Kpoeno-
PONCTBEHHbIH

Gpax . . BonbHbie
TIoBTOpPHBIIH l] O TeTepOo3HroTHEIE
6pak HOCHTEITH

Puc. 1. CuMGOﬂbl, Ucnojibzyemvle npu cocmaeleHuu pOOOC/IO@Hblx
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B ciyuae, ecnu 4WI€HOB POAOCIOBHOM OKa3bIBAECTCS OYEHb MHO-
r0, 3TH PSABI MOTYT OBITh IIPEICTABICHBI B BH/IE KOHIIEHTPHUECKHX
OKPYXKHOCTEH (pHc. 2).

Puc. 2. I[Ipumepvl cocmagnenus poOOCIO8HbIX:
a — Kraccuueckasi pooociosnas, 6 — konyenmpuyeckas pooocaoeras (1 —
boabHble 2emo2nobunoszom E; 2 — bonvuble manaccemueii;
3 — bonvuble cemoenobunozom E u manaccemuert)
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3. l'eHeanoruueckuii aHaIn3

T'eneTnueckuii aHanu3 poIOCIOBHON BKITIOUAET HECKOJILKO 3TaIlOB.

IlepBast 3amada mpu aHanM3e POAOCIOBHOM — YCTaHOBJIEHHE
HACJIE/ICTBEHHOT0 XapakTepa npu3Haka (Oozne3nu). Ecnmu B popo-
CIIOBHOM BCTpEYaeTCss OAWH M TOT e MPU3HAK HECKOJIBKO pas, TO
MOXKHO TyMaTh O €ro HACIIEACTBEHHOH MPUpOIe.

[Tocne Toro xax OOHAapyXEH HACIEACTBEHHBIH XapakTep IMpH-
3HaKa, HEOOXOANMO YCTAaHOBUTH THIT HACTIEIOBAHUS MPU3HAKA — JO-
MUHAHTHBI WM PEIeCCUBHBIN, HACIEIyeTCsS CIEIUICHHO C IOJIOM
I ayTOCOMHO — B 3aBUCHUMOCTH OT TOTO, KaK OH MpPOSBISETCS
y JIMII Pa3HBIX MOJIOB U Pa3HBIX MMOKOJICHUH.

Ananuz pooocnoénoil — 3T0 3aKIOUNUTEIbHBIA ATal KIMHUKO-
TeHEAIOTUYECKOi qruarHocTuku. OH TpeOyeT XOpOoLIero 3HaHUsI KpH-
TEpUEB THITOB HACIICTOBAHUSI.

AymocomHo-0omunanmuoe Haciedosanue OOYCIOBICHO TEM,
YTO MYTaHTHBIN T€H CBS3aH C ayTOCOMOW U TIPOSIBISIETCS y TETEPO3H-
TFOTHBIX HOCUTEJIEN reHa. B cuily 3TOro oH XapakTepu3yeTcs cleay-
FOIIIUMHU OCOOEHHOCTSIMHU:

1) maTonmoruveckuii Mpu3HaK BCTPEUYAETCS B KAKOM MOKOJIECHUH
(mepenayua OoNE3HM MO BEPTUKAIN);

2) G0JICIOT B PaBHOM MPOTOPIMH 004 1MoJIa;

4) 310pOBBIE WIEHBI CEMBU OOBIYHO UMEIOT 3/I0POBOE TIOTOMCTRBO;

5) oTell U MaTh OJIMHAKOBO MEpPEAal0T MyTaHTHBIN T€H Jo4YepsM
U CBIHOBBSIM;

6) "yacTo HaOIIOJAeTCs HEMOJHAs IIEHETPAHTHOCTh, B CiIydae He-
TOJIHOM TIEHETPAHTHOCTH TPH Iepefade MpU3HAKa OJHO IOKOJICHHE
WHOT/IA TIPOITYCKAETCs, IPHYEM TPH3HAK HE TIPOSIBIISIETCS Y TOTO WHIH-
BU/Ia, KOTOPBIH, CYAs IO POJOCIOBHOM, JOJKEH OBITh T€TEPO3UTOTHBIM,
0 YeM CBUJIETEIILCTBYET IOSIBIICHUE OOJIE3HH Y YacTH €ro JeTeH;

7) KIMHUYECKHE TPOSBICHUS HEKOTOPHIX JOMUHAHTHBIX 00Je3-
HEHl MOTYT MPOSIBUTHCS TOJBKO BO BPEMsI MJIM TIOCIIE PETPOYKTHB-
Horo nepuoza (puc. 3).

Aymocomno-peyeccusnvlii. mun nacieoosanus. llpu aymo-
COMHO-peyeccusHom TUTIE HACIEIOBAaHUS MYTAaHTHBIN T€H MPOSBIIS-
€Tci TOJBKO B TOMO3UTOTHOM COCTOSHMH. BOJBIIMHCTBO Opakos,
HaOJI0IaeMBIX NIPU PELECCUBHBIX 3a00JIEBaHUSIX, TPOUCXOJUT MEXK-
ny (EeHOTHUIMMYECKH HOPMAalbHBIMH TeTepo3uroTamu. B moroMcTBe
Takoro Opaka BEpOSITHOCTh TOTO, YTO PeOEHOK OKa)KeTCsl MOpakeH-
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HBIM, cocTaBuT 25 %. [Ipu maHHOM THIIE HACIEeOBaHHS 3a00JIeBaHIE
BCTpEYaeTCsl B POJIOCIIOBHON PEJIKO M HE BO BCEX MOKOJIEHUsX. Bepo-
SITHOCTh 3200JICBaHUS Y IEBOYCK M MAILUYUKOB OJIMHAKOBA (puC. 4).

[ -
1 2
Asa| asa
1 2 a 4 5 B 7
a/a|asa a/al|A/a a/a Afalala
g O CellmOO e ONR

g g R g R R
a/a a‘a a‘a a/a Afa a/a Afaa‘a a‘a a/a Afa afa A/a

Puc. 3. Aymocomno-0omunanmmuwii mun Haciedosanus
HawnbGonee tunmmynpie O0NE3HH: MYKOBHUCIHIO03, (EHIIIKETOHY-

puda, rajlakTo3€Mus, aI[peHO-FeHHTaHLHBIﬁ CUHAPOM, MYKOIIOJIHCa-
Xapuao03bl.

1 2

Al | Ai—
1l [1
1 2 3 a4 5
AsA| Asa A Asa|AA
i | [ [ [
e e & 7
Af— Ar— A/— A/~ Ala Ala A

] O e
1 2 3 4 5
Af—ara A/~ arfa A/-

Puc. 4. Aymocomno-peyeccusnviti mun Hacie008anus

HacnenoBanue 3a0oneBaHMA, CyenieHHbIX ¢ HOJOM, OTPEICIIs-
€TCSl TEM, UTO MYTAaHTHBIN I'eH JIOKaJIM30BaH B X WIH Y-XpPOMOCOME.
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X-cuennennnlii peyeccugnvlii Mun HAC1E006AHUA XAPAKTECPH-
3yeTcsl TeM, 4TO OOBIYHO MOPaKCHHBIMU SIBIISTIOTCS MY>KUYHHBEL. Bce
X (SHOTUITUYECKU 3I0POBBIC JOUCPU SBIISIOTCS TETEPO3UTOTHBIMU
HocHuTeabHUIIAMU. Cpeii CHIHOBEH T'€TePO3UTOTHBIX MaTepel COOT-
HOIIICHUE MOPAXXEHHBIX M HemopakeHHbIX 1:1. Bce chIHOBBs mopa-
KEHHBIX MY>KUHH 3I0POBHI (pHC. 5).

[ KaowA [l xXary
TR
XAy [ KA KAy
1 5| 3
1 |

1 2 3 4
Moy WASY HASKE AN A

Puc. 5. X-cyennennwlii peyeccusHulii mun Hacied08aHus.

X-cuennennolit 0OMUHAHMHBLI MUR HAC€006AHUs TIPOSBIS-
€TCSl y TEeMU3UTOTHBIX MYXYHH W TE€TePO3UTOTHBHIX KEHIMH. Bce
CHIHOBBSI TIOPAKEHHBIX OTIIOB M 3J0POBBIX MaTepeil He HECYyT MaTo-
JIOTUYECKUX TPU3HAKOB, 37I0pOBBI U UX AeTH. C JApyroil CTOPOHBI,
BCE JO0YEpPH IMOPAKEHHBIX OTIOB, MopakeHbl. Cpemu nered mopa-
JKEHHBIX MaTepeit HaOromaeTcst oTHolIeHue 1:1, He3aBUCHUMO OT TI0-
na peOeHKa Tak, KaK W MPU ayTOCOMHO-IOMHUHAHTHOM THUIIE HACJe-
noBanus (puc. 6).

xArxa @ | xary xarxa | %Ay
XarXa  XArXa  Xasy  Xasy XAME  XAKS XY KAy

Puc. 6. X-cyennennviii 00OMUHAHMHBIIL MUN HACTEO08AHUS
Tonanopuueckuii mun nacnedoeanus. B Y-xpomocome y Myx-

YHMH JIOKAJIM30BAaHBI T€HBI, JETEPMUHHUPYIOMINE Pa3BUTHE CEMEHHHKOB,
KOHTPOJTUPYIOIIHE CIICPMATOTeHE3, ONPEIEIISIoNre 03001 THEIH TTpHU-
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3HAaK — OBOJIOCEHHE YIITHOW PaKOBUHBI M Jp. OHU MEPENAtOTCs TOIBKO
CBIHOBBSIM — CONAHOPUHECKULL TUN HACTIe008aH s C TISpelaueil Mpu3Ha-
Ka OT OTIIa K CBIHOBBSIM (pHC. 7).

Puc. 7. I'onanopuueckuii mun Hacie0o6anus

Mumoxonopuanvhaa HacieocmeenHocmb. MUTOXOHIPHUH TIe-
pelaroTCsa ¢ UUTOIUIa3MON ANMIIEKIeTOK. B Kaxaoil silnekiieTke co-
nepxkurcsa okosio 25 000 muroxonapuil. Kaxaas MUTOXOHIpUS UMe-
€T KOJBIEBYIO XpoMocoMmy. OmHMCaHbl MyTalldd Pa3iHNYHBIX TCHOB
MUTOXOHIpHUN. JI75 MUTOXOHIPHATFHOW HACIEJICTBEHHOCTH Xapak-
TEPHBI CIEAYIONINE TPU3HAKH:

1. Bone3np mepegaeTcs TOIBKO OT MaTEpH.

2. BOJLHEI ¥ IEBOYKH, U MAJTLUNKH.

3. BonpHBIE OTIBI HE TIEpenaroT 0OJIE3HW HU CHIHOBBSIM, HH J10-
yepsm (puc. 8).

6|7 8]9 j0o 11 12 13 14

2

wboonon

Puc. 8. Mumoxonopuanehoiii mun Haciedosanus

g8 9 10 11 12
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HpaKanecxue 3alaHusl U YKa3aHUA 10 UX BBINIOJIHCHUIO

3aoanue 1. Mopgoaornueckuii ocmorp nngusuayyma. Co-
cTaBJjieHHe KapThbl eHoTHIA

Llenv pabomsi: MOTYIATH HABBIKH MOP(HOIIOTHIECKOTO 0CMOTpa
MAIUEeHTa, HAYIUTHCSA COCTABIIATh KapTy (eHOTHIIA.

Obopyoosanue, npubopvl u Mamepuaisl. A3MEPUTEIbHBIC MPU-
OOpBI, TMHEHKH, BEChI, cCXeMa KapThl (peHOTHTIA.

Ilposederue pabomupl: 3aTIONHATE KapTy PEHOTHUTIA.

[Tpu npoBenennn paboThl HEOOXOIUMO YUUTHIBATH:

1. Ocobennocmu menociodxcenus u pocma

Bapuanrtsr:

— 0€3 OTKJIOHEHUH OT HOPMAaJIbHBIX 3HAYCHUH JJIsl JTAHHOW BO3-
PAaCTHOM IPYIIIBI U 11014,

— aHOMAJIbHO BBICOKHH (HU3KHUI) POCT; ACHMMETpPHS Tena (TeMHU-
aTpodusi, rTeMUTUNIEPTPODUs, TEMUMHUKPOCOMHUS), Opaxu- U AOIHXO-
MOp®U, TUCTIPONOPIIMOHATBHOE TEIOCI0KEHNE, MAKPOCOMUSI, MbI-
IIEYHBIA TUI CIIOXKEHHSI, OKUPEHUE U JIP.

2. Kosrca, ee npuoamku, noOKOHCHAA K1eMYAMKAQ

Bapuanrsr:

— 0€3 U3MEHEHNII,

— Oughghysnvie uzmeHeHusi — CyXOCTh, UXTHO3, PACIPOCTPaHEH-
Hasl 9K3eMa, UICTOHYCHUE KOXKH, KOXKa TIOTHAS, THIEpP- WU TUII0dIIa-
CTUYHAS | JIp.;

— 0ouazoevle U3MeHeHusi — Y9acTKH Turoruiasuu (atpodun), TH-
nepKeparo3, CTpUM (MOJIOCKM HCTOHYCHHOW KOXKH), aHOMaJIbHbIE
pyOILIbI, BIABICHHS U JIP.;

— Hapywienust nuemenmayuu kodxcu (mucxpomun) — auddysHoe
(ouaroBoe) yMmeHbIlIeHUE (YCHJICHWE) MUTMEHTAIMH, MUTMEHTHBIH
HEBYC, IISITHA LBETa «KO(E ¢ MOIOKOMY», MATHA NETHIMEHTHPOBaH-
HBIE, BUTWJIUTO U JIP.;

— cocyoucmule usMeHeHUst Kodicu — IETEXHUH, TeJIeaHTnOIKTa3nH,
TeMaHTHOMBI U JIp.;

— onyxoneguoHvle o0bpazosanus — OOpPONABKUA, KCAHTOMBI,
HeHpoGUOPOMBI, TOAKOXKHEIE Y3EIKH | Jp.;

— 80710Cbl — TOHKHE, TpyObIe, IOMKHE, KypUaBble, TUIIEp- U TH-
MOTPUXO03, AJIONENus (TOTadbHas, O4aroBas), BBHICOKAsl MM HH3Kas
JUHHUS POCTa BOJIOC Ha JIOY, HU3Kas JIMHUS pOCTa BOJIOC Ha IIee, oua-
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roBas (I10JIM03) WM TOTAJIbHAs JEUIMEHTALUs BOJIOC U Jp.;

— Hoemu — TOHKWE, TUIIOIUIACTUYHBIC, BBIYKIIbIe, 00po3auaThIe,
yTOJIIEHHBIE, BPOCIINE U AP.;

— nomogule dicene3vl — TUIEP- U TUIIOTUAPO3, AHTUAPO3 U JIP.;

3. Mviweunasa cucmema

BapuanTsr:

— 0e3 U3MEHEHU;

— arpo¢usi, TUNOTPOQUS, THNEPTPOPUs, TCEBIOTUIIEPTPOPHS,
THIOTIIA3MsI, aria3usl U JIp.;

4. Jluyo u mo320801t uepen

Bapuanrsr:

— 0€e3 U3MEHEHNH;

— M0320601 yepen — akpoledanus, opaxuredanus, T0IUXOLe-
¢damus, runponedanus, makpouedanusi, MuUKpouedanus, Mo3THEe
3aKpBITUE POJHUYKOB, ITUPOKHE IIBBI, TEMEHHBIE OYTpBI, BHICTYIIA-
FOIUH 3aTBUTOYHEII OyTop, ITOCKHUH 3aTHUIOK H JIp.;

— JuYyo — TIIOCKOE, OBaJbHOE, [UIMHHOE, KPYIJoe, KBaApaTHOE,
TPEyrojbHOE, Y3KOE€, acCHMMETPHYHOE, CTapuecKoe, I'POTECKHOE,
AMUMUYHOE, «IITHYBEY», KCBHCTSIILEE JIP.;

— 100 — BBICTYTAIONINUN, BRITYKIIbIH, BEICOKUH, MMOKATHIH, IITHPO-
KUM, y3KUI, CKOLIEHHBIH;

— YWHble pakosunbl — OOJNbIINE WM MajJeHbKUE, AehopMHUpO-
BaHHbIE, TUIIOIJIACTUYHBIC, BHICTYIAIONINE, HU3KO MIJIM BBICOKO pac-
MOJIOKEHHBIE, U AP.;

— obnacmyb 2nas, ek, Opogeti — TUNEP- U TUIIOTEIIOPU3M, MOHTO-
JIOW/IHASL WM aHTUMOHTOJIOMTHAS HAIIPABIICHHOCTH TJIA3HBIX MIEJeH,
9K30(TaNBM, SHOMTAIEM, MHUKPOPTAIbM, MakpodTalbM, ITO3, K-
TPOIIMOH, SIHUKAHT, TEJIEKAaHT, KaTapakTa, reTepOXpOMUs pamdy>KHBIX
000JI09€K, KOPIKTOIUS — CMELICHUE 3pauka, BhIcTynaromue (yrio-
LICHHBIE) HAAOPOBHBIE OYTH U JP.;

— Hoc — MalleHbKUH (0OJBINOoil), KOPOTKUH (ATMHHBIN), IHPO-
Kuii (y3KWi), CeIOBUAHBIN, MIOCKHHA, B3IEPHYTHIN, TPYIIICBHIHbIH,
KITFOBOBH/THBIH, IIAPOBUJIHBIHN, C pa3IBOCHHBIM KOHIUKOM, H JIP.;

— 2y0vl, noaOCMb pma, 3y0Obl, A3bIK, HeO60 — MAKPO- U MaKPOCTOMMS,
POT OTKPBITHINA, BHAIbINA, TyObl TOHKUE (TOJCTHIC), Ty0a OTBHCNAS, BbI-
BEpHYyTasl, MOJIHAS, IPUIIOIHATAS, U30THYTasl, HE0O Y3KOe, IIMPOKOE, BbI-
COKO€, apKOBUJIHOE U [Ip.;

— BEPXHAA U HUICHAS 4elOCMU — MUKPOTHATUS, PETPOrHATHS,
MUKPOI'€HUsI, IPOTHATU3M H Jp.
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5. ILlles, nneuegoit nosc, 2pyonas Kiemxda, H0360HOYHUK

Bapuanrtsr:

— 0e3 U3MEHEHU;

— wesn — MIAHHAA (KOPOTKas), C MIUPOKUM OCHOBaHHEM, IIei-
HBI ITEPUTHUYM, KPUBOIIIES CITACTHYECKas U JIp.;

— njeyu — y3Kue, IOKaThIe U JIp.;

— KAIOYUYbl — TUTIOIUIA3US U JP.;

— epyoHas Kiemka — y3Kas (IIMpoKast), KOpOTKasl (JUTMHHAs), 004-
KooOpa3Hasi, IIUTOBUIHAS, BOPOHKOOOpa3Hasi, KUJICBHIHAS, aCUMMET-
UL TPYAHOHN KIIETKH, HEJIOPA3BUTHE TPYTHOM MBIIIIIBI U JP.;

— pebpa — KOPOTKHE, aHOMAJINH Yrcia (J100aBOYHBIE), (DOPMBI H JIp.;

— MOJIOUHbIe Jicesie3bl — THIIEPTENIOPU3M COCKOB, aTeNHs, MHO-
KECTBEHHbIC COCKU (TONUTENHS), N00aBOYHbIC (pyIUMEHTapHBIE)
TpyIHBIE JKeJle3bl, THHEKOMACTHSI;

— Jlonamxu — BBICTYTAIOIINE, KPBUIOBUIHBIC JIOTIATKY U JIP.;

— no36oHoYHUK — KUPo3, Kuho3-ropd, cKoImo3, Ku(ockommos,
JIOPA03, OTpaHWYEHHAs TOJBIKHOCTH TO3BOHOYHHUKA, JTIOMOANN3a-
s (y 60JIbHOTO 6 TIOSICHUYHBIX TTO3BOHKOB U JIP.;

6. Obnacmo HcusomMa u HAPYIHCHLIX NONOBLIX OPZAHOG

— Jicueom — JIMacTa3, TUIO- WJIW aIla3usl MBI TepeaHen
OpIONIHOW CTEHKH, PACIIONIOKECHUE MYyTKa, BPOKICHHBIE TPBDKHU (Oe-
JIOW JINHWH )KUBOTA, AX0BbIE, OcIPeHHbIE, TyMOYHas);

— HAPYJICHbIE NO08ble OpP2aHbl — TUTIOTOHAN3M, KPUIITOPXU3M,
AHOPXM3M, MOHOPXHU3M, MaKpOOPXW3M, IIaJIEBUIHAS MOIIOHKA, TH-
nepTpodus KIUTOpa, THITOIIIA3HUs MaJIbIX MOJIOBBIX I'y0, Helopa3Bu-
THe OOJIBIINX TIOJIOBBIX T'Y0, He3apalleHHe MaxoBOTo KaHala 1 Jp.;

7. Bepxnue u nusicnue koneunocmu

Bapuanrsr:

— 0e3 U3MECHEHUH;

— JIONUXOCTEHOMENus, Opaxu- W AOIUXOMENHs, (oKoMmenus,
CUMNTOM Tpe3yoma (2, 3, 4 majplpl UMEIOT OJWHAKOBYIO JUIHHY),
CaHJaJICBUIHAS IIETh MEXTy | ¥ 2 majblaMu CTOIBI, OpaxuaaKTH-
TUsl, apaxHOMAKTHIINS, W30JaKTHIIHUS, TUIOCKas CTOIA, aCHMMETPHS
CTOII, KOCOJIANIOCTb

IIpoBecTn caMOCTOSTENBHBIA OCMOTp CTYACHTA; TaHHBIE OCMOT-
pa BHeCTH B KapTy (peHoTrna. Crenars 3aKir04eHUe. B 3aKIF0ueHuN
BBIJICIUT OCHOBHBIC NPU3HAKU JUCMOP(OTeHe3a, CTUTMBI ANU3IM-
OpuoreHes3a, NX 3HAYUMOCTb U 00IIIee KOITNIECTRO.
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3aoanue 2. CoctaBjieHHe POAOCTOBHBIX

Llenv pabomul: HAy4UTHCS COCTAaBJIATH POJOCIOBHBIE IO JIaH-
HBIM KIIMHUKO-TE€HEaJOTHYeCKOro 00cIeJOBaHusl.

Obopyodosanue, npubopsvl U mamepuaivl. 3ana4dl HA COCTaBIIC-
HHUE POIOCIIOBHBIX.

IIposeodenue pabomoi:

1. CocTaBbTe POAOCIOBHYIO CEMBU MO KOPOTKOIMAIOCTH U OIIpe-
JeNIUTE XapakTep HacleJOBaHMs 3TOr0 INpU3HAaKa M I€HOTHIIbI, yKa-
3aHHBIX B poxociioBHOU ymi. [IpobaHm — eHIuHa ¢ KOPOTKOIAIO-
CTBIO — IMEET TPOUX 3JI0POBBIX OpaTheB M OIHY 3J0POBYIO CECTDY.
Oren mpobaHma — KopoTkonabiii. Co CTOPOHBI OTIA s/ U OJHA
TETsI — KOPOTKOMANbIe, a BTOPas UMEET HOPMAIbHYIO KUCTb. Y AU
W3 YeThlpex JAeTel — JIBoe ¢ KOPOTKOMAION KHUCTHIO (CBIH M JI0Yb),
a JIBa ChlHA — C HOPMaJbHOW KUCTHIO. baOymika mo otiyy Oblna Ko-
POTKOMAJION, a BCe POACTBEHHUKH 110 MaTepy — HOPMaJIbHBIE.

2. CocTaBbTe POJOCIOBHYIO CEMBH IO axoHAporriazuu. llpo-
0aH1 — MY)XYMHAa HOPMaJbHOTO pocTa. M3BECTHO, YTO €ro cecrpa
W OTell CTPa/aloT aXOHAPOIUIA3UeH, a MaTh — 310poBa. 11o nuHuM oTia
y npoOaHia AeA Kapiuk, 0alyIika HOPMajbHOIO pPOCTa, JBE HOP-
MaJIbHBIE TETH, OJIHA TETS W OJMH Jsi/Is KapiuKKU. TeTsi ¢ KapJIuKOBO-
CTBIO BBIIILIA 3aMYXK 332 MY)KYHHY HOPMaJIBHOI'O POCTa M UMEET ChIHA
Kapiuka. 310poBast TeTsI B Opake cO 3J0pPOBBIM MY>KUMHOH MMEET 4e-
TBIPEX 310POBBIX JETEN.

3. MyxunHa, yelt neaymika OoJies rajakro3eMuei (penkas ayTo-
COMHasl perieccuBHasi 00JI€3Hb) KEHWIICS Ha JKEHILUHE, CECTpa KOTO-
poit nMmerna ranakTo3zemuto. JKeHmuHa Tenepb OepeMeHHa X MEePBBIM
peOEHKOM.

a) HapucyiiTe pogocioBHYIO 3TOH CEMBH.

0) KaxoBa BepoATHOCTB, 4TO peOCHOK Oy/IeT IMETh TAJIAKTO3EMHUIO?

B) Ecnu nepBbiii peOeHOK OOJICH TaJlaKTO3EMHEH, KaKoBa BEpPOSIT-
HOCTb, YTO BTOPO# pebeHOK Takxe OyaeT OoneH?
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KAPTA ®EHOTHUIIA

Crynent

Bo3spacr net Ilon
Tenocnoxenue

Macca Poct

Koorca:

Hoemu:

Bonocuwr:

Ilookoocnasn knemuamka:

Muotueunutiit monyc:

T'onosa: oxpyXHOCTb

3aTBUIOK
3aTBIIKE
HEeHUN

cM; (hopma
; POCT BOJIOC Ha JIOY
; PacIONIOKCHHE

; 1100 ;
; POCT BOJIOC Ha
; XapakTep H3Me-

Yunoie PAKOGUHDL: NPOJIOJIBHBIN pa3Mep ;

MIOTNIEPEYUHEIN pa3Mep

Obnacme 2na3z u 2naznoe A610Ko: paCCTOSIHI/Ie MEXIY BHYTPEHHUMH

yrjlaMy IJia3
MU T71a3

, IJ1a3Has IICiIb

Hoc: hopma

; PAcCTOSIHUE MEX]y HAPYKHBIMU yIJa-

; PacCTOsTHHE MEXIy 3padKamu ;
OpOBM M HAJIOPOBHBIE TyTH

, BEKH 5 PE€CHHUIBI

; paspes ri1a3

XapakTep U3MEHEHUI

TI'yovt u odonacms pma: mypuHa pTa

XapakTep U3MEHEHUI
Bepxuan uentocmo:

; umeTp

Huoicnaa wenrocmeo:

3y0bi: IPUKYC

; bopma X

OBET OMaJIn

H3vik:

Heﬂo:

Iles:

Tynosuwie:

Ilo3zeéonounux:

TI'pyonaa knemka:

Hosaca koneunocmeii:

Bepxuue KOHeuHocmu. 11JICY0 ;

NpeaAIIeYbe

; JIaJ0Hb ;

HaJIBIIHI

CyCTaBBbI

Huosicnue koneunocmu: 66)1})0 ;

TOJICHb

; CTOIa ;

MaIbLbI

; CyCTaBbl

Yucj10 MaJIbIX aHOMAJIUHA —
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3aoanue 3. AHATU3 HACJIETOBAHHUSI TPU3HAKA 110 POAOCIOBHBIM

Llenv pabompvl: HaydWThCS NAENaTh TMPABWIBHOE 3aKIIOYCHHE
O TUIIE HAclelOBaHUS NPU3HAKa HAa OCHOBE aHalU3a HMEIoIIencs
POIOCIOBHOM.

Obopyodosanue, npubopsl u Mamepuaivl: CXeMbI POJIOCTIOBHBIX

IIposeodenue pabomoi:

1. Penkuii peniecCUBHBIN alljIellb, HACICIYEMBIH 110 MEHJICIICB-
CKOI cxXeMe, BBI3BIBAeT O0JIe3Hb KHUCTO3HBIA (hnOpo3. denorummde-
CKA HOPMAIIbHBIA YENIOBEK, OTeI] KOTOPOTO WMEN KHCTO3HBINH (ub-
PO3, KeHuJIca Ha (PEHOTUIMNYECKH HOPMaJIbHOM JKEHIMHE U3 IPYTOoii
CeMbH, M TIapa O’KUAAET POXKICHUE peOCHKA.

a) Hapucyiite pomocnoBHyI0 JaHHOH CEMBHU.

0) Eciu mepBbIil peOCHOK ACHCTBUTEIBHO HMEET KUCTO3HBIN (hHO-
P03, KaKoBa BEPOSITHOCTB, YTO BTOPOH peOCHOK OyeT HOpMaIbHBIM?

2. Hwxke mipencraBiieHa pOAOCIOBHAS IJIST PEIKOTO, HO OTHOCH-
TEFHO YMEPEHHOTO 3a00JIeBaHMUS KOXKHU.

[ 1
1 2
1 ® [ |
1 2|3 4
1T ol D @] ®
1 2 3 4 5 [+ T B

ve [ @& Ol o0 n

1 2 3 4 5 &6 7 8 9

a) 3aboJieBaHUE HACJIEAYETCS KaK PEIECCUBHBIN MIIM IOMUHAHT-
Hblid perotun? [IpuBeauTe 000CHOBaHKE BAILIETO OTBETA.

0) OmnpenennTe TEHOTHUIIBI AJ11 BO3MOKHO OOJIBIEro YHCia JINI
B POJIOCJIIOBHOM; BBEIUTE CUMBOJIBI aJUIETIEH.

B) PaccMmoTpuTe deThipex HE3aTPOHYTHIX 0OJIC3HBIO AETEH poau-
Tenen.

r) [Ipoananmsupyiite Bce mokonenue IV u onpenenurte oxuaa-
E€MYIO BEPOSITHOCTh HE3aTPOHYTHIX OOJIE3HBIO ICTCH?
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3. TlpencraBneHHas HUXKE POJOCIOBHAS MOJyYeHA JUIS PEIAKON
MMOYeYHOH OO0JIe3HN.

bme

a) OOBsicCHHETE HACIIEIOBAHUE 3TOTO TIPU3HAKA.

0) Ecmu naauBuyymer 1 1 2 sKEHSATCS, TO KaKOBa BEPOSTHOCTS,
YTO UX MEPBBIA peOCHOK OyIeT MMETh IOYeUHYI0 00JIe3Hb?

4. PaccMOTpHTE POJOCIIOBHYIO PEIKOW ayTOCOMHOM peIeccHB-
HO¥t OoJie3nu, penunkeTonypun (PKY).

a) YCTaHOBHUTE TEHOTHIIBI TI0 BO3MOXKHOCTH OOJIBIIIEr0 KOJHYe-
CTBAa WICHOB CEMBH.

0) Eciu uHauBuayymMel A u B keHSATCS, KakOBa BEPOSTHOCTD,
YTO WX TEPBBIN pebeHok Oymet nmets OKY?
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B) Ecnu ux mepBeiii peOeHOK OOJIeH, TO KaKOBa BEPOSTHOCTS,
YTO UX BTOpPOU peOeHOK OyAeT 310poB?

3aoanue 4. {aiite onpenejieHne NOHATHAM U TEPMUHAM

npobano cmuemul Ouzambpuocenesa  Kapma gernomuna
cuobcol CA2UMMAnbHblll  pasmep 2emMaHeuoMbl
yepena
manaccemus JIamepanvHulll pasmep ye- MAaKpOCOMUsL
pena
eemuampous  eunonaazuu Heupogdubpombl
uxmuo3 Opaxu- u donuxomoppus axkpoyeghanus
cmpuu 2uneprepamo3s opaxuyepanus
oucxpomuu nUSMeHMHbLU HegyC donuxoyegpanus
BUMUNUSO ampogusi, euopoyedghanus
nemexuu eunompodhusi, Makpoyeghanus
anoneyust eunepmpodghus MuKpoyeghanus
MeNean2sU0dIKmMasuu eemucunepmpopust

OT4er nomKeH OBITh TIPEJICTABIICH B TETPAJIN U CAETCS B KOHIIE
paboTHI IperoaaBaTeINo.

Pexomedyeman numepamypa

1. Acanos, A. FO. [n ap.] OCHOBBI TCHETHKU U HACIICIICTBEHHBIC
Hapymenus: pa3Butusi y gereid / A. HO. Acanos, H. C. [lemukona,
C. A Mopo3zoB. — Mocksa: M3n. nentp «Akagemus», 2003. — 224 c.

2. bouxos, H. I1. Knuanveckas renetuka: yaeonuk / H. I1. bou-
koB, B. I1. Ily3sipeB, C. A. Cmupauxuna; nof pea. H. I1. boukosa. —
4-e w3n. — Mocksa: Hayka, 2011. —592 c.

3. BpoxkneHHble M HAacJeICTBEHHBIE 3a0oNeBaHMsi / TOH pe.
I1. B. HoBukoBa. — MockBa: Uznatensckmii Jlom «/{unactusy», 2007. —
544 c.

4. I'uumep, E. K. Meauuunckas renetuka: yueOnuk / E. K. T'un-
Tep. — MockBa: Menuinaa, 2003. — 448 c.

5. Kosnosa, C.H. HacnencTBeHHbIE CHHAPOMBI W MEIHKO-
reneruueckoe koHcynbTupoBanue / C. M. Koznora, H. C. [lemukoga,
E. Cemanoga, O. E. baunnukoBa. — Mocksa: [Ipaktuka, 1996. — 416 c.

6. Mymosun, I'. P. Kiuauuyeckas reHeTuka. [ €HOMHKaA U IIPO-
TEOMHKa HACJICICTBCHHON MaTOJIOTHH : y4el. mocobue. — 3-¢ u3m. —
Mocksa: I 90TAP-Menna, 2010. — 832 c.
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7. Hosukos, I1. B. CeMHOTHKa HACIIEZICTBEHHBIX OOJIe3HEH Y Jie-
Tel (CHMITTOM—CUHAPOM—00I1e3Hb). — Mocksa: «Tpuama-X», 2009. —
432 c.

8. Ilysvipes, B. I1. TlaTonoruueckas aHaTOMUS T€HOMa YeJIOBe-
ka/ B.IL. Ily3eipeB, B. A.CrenmanoB — HoBocubupck: Hayxka,
1997. - 224 c.

9. ®oreny ®., Motynbscku, A. I'enernka uenoBeka. T. 1-3 /
®. dorenb, A. Motynbcku. — Mocksa: Mup. 1990.
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Sangarue 2

XPOMOCOMHBIE BOJIE3HHU

lle./'lb 3aHaAmuA. 03HAKOMHUTBCSI C OCHOBHBIMH XPOMOCOMHBIMHA
3a60ﬂeBaHI/I}1MI/I, HUX ATUOJIOTUCH U METOAAMH JUArHOCTHKH.

Xpomocomspl — HYKIEONPOTEHIHBIE CTPYKTYPHI B SAPE dyKapu-
OTHUYECKOM KIIETKH, KOTOPbIE CTAHOBSITCS JIETKO 3aMETHBIMU B OTIpe-
JEJIEHHBIX (pa3ax KIETOYHOTO KA (BO BpeMs MUTO3a WM MEW03a).
XPOMOCOMBI TIPEACTABISIIOT COOO0M BBICOKYIO CTENEHb KOHJICHCAIIUH
XpOMAaTHHA, MOCTOSHHO MPUCYTCTBYIOIIETO B KIICTOYHOM SIZIpE.

XpoMocoMHBIE 00Je3HHM — 3TO 3aboieBaHUs, 00YCIOBICHHBIE
M3MEHEHHEM YHCIIa XPOMOCOM UJIU UX CTPYKTYPHI.

1. HopMabHbIil KApHOTHUN YeT0BeKa

Kapuomun — 310 COBOKYITHOCTb XPOMOCOM B SIIp€ COMaTHYECKOM
KJIeTkd. KapuoTun Kaxaoro BUAa XapaKTEpHU3yeTcs ONpeleleHHBIM
YUCIIOM XPOMOCOM, WX BEJIMYMHOW W Mopdosorueit. Y uenoBeka
B AJpe KXII0M COMaTUUECKON KIETKU nuMeeTcst 46 XpoMocoM, U3 HUX
44 ayTOCOMBI W JIBE€ TIOJIOBBIE XpOMOCOMEI (y *eHuwH 44A + XX,
y Mmykunt 44A + XY).

Tepmun «xpomocomay BBen B. Bampaeiiep B 1888 r. mis 0603Ha-
YeHHs1 OKPAIICHHBIX HUTEBUIHBIX CTPYKTYD, BUIUMBIX B KIIETKE B XOJIE
MHT033a. XPOMOCOMBI IO/l CBETOBBIM MHUKPOCKOTIOM YJI00HO M3y4aTh Ha
craguu MeTtadassl. B 3TOT neproa XpoMocoMbl B HAHOOJIBIIEH CTeneH:
YKOPOUYEHBI, YTOJIIIEHBI K XOPOIIO BHAMMBI B MUKPOCKOIL. MeTadasHast
XpOMOCOMa COCTOHUT U3 ABYX Xpomamud, KOTOpble COCAMHSAIOTCS MPU
TIOMOILIH YeHmpomepul. LleHTpoMepa IenuT XpoMOCcOMy Ha J1Ba Iuieya —
Kopotkoe (p) u mHHOE ((). B 3aBUCUMOCTH OT 3HAYCHUS YeHmpome-
Po20 unoekca (OTHOILEHUWS JJIMHBI KOPOTKOTO IUIeYa K JUIMHE BCEH
XPOMOCOMBI) Pa3IMyualoT — Memayenmpuueckue (USHTpoOMEpa JIEIUT
XpOMOCOMY Ha J[Ba TIOYTH PaBHBIX IUICYa, IIEHTPOMEPHBIA HHIIEKC 48—
49 %), cyomemayenmpuueckue (HepaBHOIUICUNE, LICHTPOMEPHBINA HWH-
neke 2646 %) u akpouenmpuueckue XpoMOCOMbI (Pe3KO Hepas-
HoIuteune, teHTpomepHsiii uHmeke 15-30%) (puc. 1). Konressie
YYacTKH XPOMOCOMBI Ha3bIBAIOT meloMepamu, OHU UTPAIOT pPEIIaro-
LIYI0 POJIb B COXPAaHEHUH CTaOMIBHOCTH XpoMOcoM. B HacTosiiuee Bpe-
Ms [IOKa3aHO, YTO B TEJIOMEPE HAXOMAATCS MOBTOPSIIOLIMECS TOCIEI0Ba-
tenmpHOCTH JIHK (Tenmomepnas JIHK), mpenstcTByromme yKOpOYSHUIO
XPOMOCOMBI IIPHU €€ PeIIUKALIUHY.
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HexoTtopble XpoMOCOMBI UMEIOT 6MIOPUUHbBLE NEPEMANCKU, OT-
JEISAIOINE OT IUIe4a XPOMOCOMBI Y4aCTOK, Ha3bIBAEMBII CHYmHUKOM.
CIyTHUKM COEAMHEHBI C OCHOBHOM 4aCThIO XpOMOCOMBI XpOMaTHHO-
BOH (WM CIIyTHHYHOMW) HUTHIO. Hamudne CIiyTHUKOB M CITyTHUYHBIX
HUTEH Hanbosee XapakTepHO Uil aKPOLEHTPUYECKUX XPOMOCOM
B 00JIaCTH MX KOPOTKUX Iuted. CHymHuK — 3T0 XpOMOCOMHBIN Cer-
MEHT, 4Yallleé BCEro TIeTepOXpOMAaTHUYECKUI, pPACIONOKEHHBIH au-
CTAJIBHO OT BTOPUYHOM HepeTshKkU. [1o kimaccuueckuM onpeeneHusm,
CIYTHUK — c(epruiecKkoe Telblle ¢ AUAMETPOM, PaBHBIM AHAMETPY
XPOMOCOMBI, UJIM MEHBILIE €T0, CBSI3aHOE C XPOMOCOMOM TOHKOU HU-
TBIO. BBIOENSAIOT 5 THIOB CIIyTHUKOB: MUKPOCHYMHUKU — CHEPOU-
JnanbHOM (OpMBI, MaJeHbKHE CIHYTHHKH C TUAMETPOM BIBOE WM
elle MEHbIE AUAMeTpa XPOMOCOMBI; MAKPOCHYMHUKU — TOBOJIBHO
KpyIHbIE (POPMBI CITyTHUKOB C JAWAMETPOM, MPEBBIMIAOIIUM MOJ0-
BUHY JMaMeTpa XpPOMOCOMBI; JuHelHble CHYMHUKU — CITyTHHUKH,
umeromue (HopMy AJIMHHOTO XPOMOCOMHOTO CerMeHTa. BropuuHas
MEPeTsDKKA 3HAYUTENbHO YAaJCHAa OT TEPMUHAIBHOIO KOHIA; mep-
MUHATbHbIE CHYMHUKY — CITYTHUKH, JIOKAIM30BaHHbIE HA KOHIIE XPO-
MOCOMBI; UHINEPKATIAPHbIE CHYMHUKY — CIIyTHUKH, JIOKAJIM30BaHHbIE
MEXy IBYyMsI BTOPUYHBIMHU TIEPETHKKaMH.

OO6nacTh BTOPUYHON MEPETSIKKH HA3BIBAIOT TAKXKE AOPbIUKO-
6blM OP2AHU3AMOPOM, TIOCKOJIBKY B 3TOM y4acTKE XPOMOCOMBI IIPO-
ucxonut opmupoBanue u cobopka sapbimek. COyTHHK BMECTE CO
BTOPUYHOH MEPETSIKKON COCTABIISIIOT CHYMHUYHbBLI DAOH.

B xome meradassl u npomeradazsl XpOMOCOMBI MOYKHO YBHIIETH
B CBETOBOM MHKPOCKOIE KaK JUCKPETHBIE Y/UTHHEHHBIE CTPYKTYpBHI,
pa3Mepbl KOTOPBIX KojieomtoTes oT 1,5 — 2 MM (Xpomocombl 21, 22
nY) o 11 no 12 mxm (xpomocoma 1).

Metanentpuueckas  CyOmeraucHTpHuccKas — AKPOLICHTpHYCCKAs

KOPOTKOE medo (p) p CryTHuK P
HeHTpoMepa (cen) cen Crebenek cen
IIHHHOE riedo(q) q q

Puc. 1. Memayenmpuueckas, cyomemayenmpuyeckas, akpoyeHmpuieckas
Xpomocomwl. B akpoyenmpuueckux xpomocomax cmebenvku u CHymMHUKU
PACNOA02a0OMCA HA KOPOMKUX NAeYax
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Jnst XapakTepUCTHKN KapHOTHIIA HCIIONB3YIOT CHCTEMAaTHU3HPO-
BaHHbBIE OIPEIENICHHBIM 00pa3oM BHIACOM300pPaXKEHUsSI TOMOJIOTHYHBIX
XPOMOCOM BCEr0 XpOMOCOMHOIO Habopa — Kapuozpammsl, 0o cxe-
MAaTHUYHbIE H300paXKEHHS KayKI0T0 TOMOJIOTa — U#ouozpammut (puc. 2).

Onucanue HOpManbHO20 Kapuomuna yenoeeka. [l Onucanus
HOPMAaJIbHOTO KapHOTHIIA YEJIOBEKA, a TAKkKe A 0003HAYEHUs KO-
JIMYECTBEHHBIX U CTPYKTYPHBIX MEPECTPOEK XPOMOCOM HCIIOJIBb3YET-
Cs OIIpeJe/ICHHAs] YHUBEPCAJIbHAS CXEMa U CHELMAIbHBIE CUMBOJIBI.
OmnucaHne KapHOTHIIa HAYMHAIOT C YKa3aHUs OOILEro KOJUYEeCTBa
XPOMOCOM B KJIETKE, [IOCJIC YEeTO CTABUTCS 3aIATas U 0003HauaeTcs
HA0Op MOJIOBBIX XPOMOCOM, YKa3bIBAIOMIMN MMOJ 0OCIIEeI0BaHHOTO.
Hanpumep, 3anuceh 46, XX xapakTepu3yeT HOPMAaJbHBI KapHOTHUII
xeHuuHel, a 46, XY — HOpManbHBI KapUOTHI MYXUYUHBL. Eciu
XPOMOCOMHBIX NEPECTpOeK y 00CIIeIOBAHHOTO HE BBIABIEHO, TO 3a-
IIUCh HA 3TOM 3aKaHYUBAETCSI.

a

RS
? "'4/’ £.a d

+
N_* U
\'Q < ‘\\ ., / J ‘
'f -1 ‘X* \ns <
e W Rl \\*,,."".f,l\
e 4 S AL
&\,\af“:,y 2" L
AN . f
6
036 coagne OB 36 9% o 1
1 2 3 4 5 6 1 ) 3 4 5 6
B 8¢ Xk K3 %% A% &3 AKX XX &R %% R
) 8 9 10 11 12 7 8 9 10 11 12
00 O AA X5 A aa  GA Ad AA BX AR xa
13 14 15 16 17 18 13 14 15 16 17 18
A¥  Ax ks AR 35 IX XX RA AA x4
19 20 21 22 XX 19 20 21 22

Puc. 2. Kapuomun (a) u kapuoepamma (6) xpomocom uwenogexa
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B psge cimywaeB mpu obcienoBaHun 00HAPYKUBAIOT, TaK HA3bI-
BaeMbIif, HOPMAJIBHBIA MOITUMOP(HU3M XPOMOCOM — HHINBUIYaIbHbIE
ocoOeHHOCTH UX cTpoeHus (puc. 3).

WANA
WAVA

A K 2

Puc. 3. Hopmanvhulil noaumopusm akpoyeHmpuseckux Xpomocom
(epynna D unu G) uenosexka: a — Hopmanvhsie Xxpomocomul uz epynn D u E
(18 xpomocoma); 6 — Dp+ — yonunennvie kopomxue nieuu XpoMoCcoMbl U3

7 epynnot D (ux onuna makas sice, kax y xpomocomol 18); Dp+s —

Ha YOIUHEHHbIX KOPOMKUX NAEYaX PACHOJI0NHCEHbL CHYMHUKY HOPMATbHBIX
pazmepos; 6 — D-xpomocomer co cmpykmypruimu 6apuanmamu
CHYMHUYHO20 PAUOHA, SS —060UHbIE CNYMHUKY, S+ — YEenudeHHble CRYMHUKIL,
Stk — yorunennvie cnymnuunoie Humu

[Nomumopdusm Hamboee XapakTepeH IJs aKpOIEHTPHYECKUX
XpOMOCOM H, KaK NpaBWJIO, OTpa)kaeT BapHaOelbHOCTh pa3MepoB
reTCPOXPOMATUHOBBIX CEIMCHTOB, HAJIMYUC CIIYTHUKOB MW CIIYTHHY-
HBIX HATEH B 00JIaCTH KOPOTKHUX IIJICY U UX BCIIMYNHY.

Cucmema onucanus Xxpomocom:

— Kopotkoe mieqo xpoMocoM 0003HAYAIOT JIATHHCKON OYKBOH P,
JUTMHHOE — (.

— Kaxxmoe miiedo XpoMocOMBI pa3aensioT Ha palOHbI, HyMepye-
MBI€ OT IIEHTPOMEPHI K TEIIOMEpE.
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— B HEKOTOpBIX KOPOTKUX IIJIeYax BBIJCISAIOT OJUH TaKOW pai-
OH, B IPYTUX (ATWHHBIX) — 0 YETHIpEX.

— IMonockl (cerMeHTBI, TOJACETMEHTHI) BHYTPH PAalOHOB HyMe-
PYIOTCS IO TIOPSIAKY OT IIEHTPOMEPHI.

— Ecnu mokanm3ariisi reHa TOYHO M3BECTHA, IS €€ 0003HAUYCHUS
WCTIONB3YIOT MHJEKC ToJlockl. HampuMep, Jokamu3amus reHa, Koau-
pyroiero acrepasy D, obo3Havaercs 13pl4 — yeTBEpTHI CErMEHT
IIEPBOTO paiioHa KOPOTKOTO TjIeda XpoMocoMbl 13 (puc. 4).

(u 110

Puc. 4. Pucynox ceemenmayuu 8 nepeoil Xpomocome 6 COOmeemcmauu
¢ Iapuoicckou knaccugpuxayueti: 1 — nopsaoxkoewlii Homep aymocombl,
P — KopomKkoe niewo; ( — OIunHoe niewo, 8 p u ( nievax ebl0eisiiomcst
U HYMEPYIOMCsi pationsl (0m yeHmpomepsl K meioMepam), Komopwle
COCMOSIM U3 Ce2MEenNO8 — CEEMIbIX U MEMHBIX NOJIOC (HYMKPAYuUsL
Ce2MeHmos maxaice udem om Yyenmpomepbl)

Jleneepckan knaccugpuxayus xpomocom (1960) yuuthiBaeT
pasMmepsl U GOPMY XPOMOCOM, TOJOKEHUE IIEHTPOMEPHI H HATUYHE
BTOPUYHBIX MTEPETIKEK U CITyTHUKOB,
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46 XpoMOCOM YellIOBEeKa B KapHOTHIIE AesATCs Ha 7 rpynn —A, B,
C, D, E, F, G u monossie xpomocombl X 1 Y (puc. 5).

K nepeoit zpynne A otHocatcsa xpomocomsl 1, 2 u 3. Llentpo-
Mepueiid uHAeKe (L) 38 — 49). Xpomocoma 1 (11mxm, LU 48 —
49) — MmeranenTpuueckas, Xpomocoma 2 (I 38 — 40) — mo pasme-
paM IOYTH paBHA XpoMmocoMme 1 u sBiseTCs cyOMeTaneHTPHUECKOH.
Xpomocoma 3 (ITU 45 — 46) — npakTHIECKH METAIICHTPUK.

K zpynne B oTHOCSTCSI XpOMOCOMEI 4 M 5 — KpyIHBIE cyOMeTa-
nenTpudeckue xpomocoMmsl (LIU 24 — 30), koTOphIe HE pa3NUYAOTCs
HU pazMepaMu, HH NOJ0KEHUEM [ICHTPOMeEp.

BX KHRX A% ta

XK 8% 8K Ax x3 83 a5 3
M K001 Ob X8 KX

XX a?‘
G 1
Ad AL h
21 22

Puc. 5. [lensepcras knaccugpuxayus xpomocom weiosexa

K zpynne C otHOCsTCS XpoMOocoMBI ¢ 6 1o 12 u X-xpomocoma.
B ocHOBHOM, 3TO cyOMeTaneHTpHYECKHe XPOMOCOMBI KPYITHBIX
u cpeaaux pasmepos (LU 27 — 43). Xpomocomsl 6, 7 u X — Hanbostee
KpymHbIe XpoMocoMbl Tpyninsl C. MHakTHBHpOBaHHAsS XpoMocoma X
¢dopmupyeT B mHTEp(hHA3HOM sIJ[pe JKEHIIUHBI TEeNbIle XpoMaTHHa X
(unm, Mo cTapoMy Ha3BaHMIO, OJIOBOTO XpOMAaTHHA). XpoMocoma X
SIBIISIETCSL CAMBIM MO3IHUM PEIUIMKaHTOM B XpOMOCOMHOM Hadope.

K epynne D otHOCsTCSt Xpomocomb! 13, 14 u 15 (U okomo 15) —
AKpPOLIEHTPUYECKUE XPOMOCOMBI CPEJHUX Pa3MEpPOB C IIOYTU TEPMU-
HaJIbHO PACTIONIOKEHHBIMU LIeHTpoMepamu. Hu pasmepamu, Hu Mopgo-
JIOTUYECKU TIOCIIE PYMUHHO20 OKPAWUEAHUA STH XPOMOCOMBI MEXKIY
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coboif He pasnmmuarorcsa. KopoTkoe ruiedo BCeX Tpex IMmap XpOMOCOM
MOTEHIIMAJIEHO MOXET (POPMHPOBAThH CITyTHHKH, OJHAKO HE B KAXKIOH
KJIETKE M HE Y BCEX MHANBUIYYMOB OOHAPYKHBAIOT CITyTHUKH.

K zpynne E otHOCsTCst XpoMocoMbl 16, 17 u 18 (LI 26 — 40).

TI'pynna F npencrasiena xpomocomamu 19 u 20 (LA 36 — 46) —
KOPOTKHE METAIleHTPHYECKHE XPOMOCOMBI, KOTOpPBIE HEepa3InIuMbl
MexXIy co0olt 0e3 nuddepeHnrnanbHOT0 OKpaluBaHHUS.

Xpomocomsr 21 u 22 otHocsites k epynne G (1T 13 —33). Xpo-
MocoMma 21 (2,3 MkxMm) HamboJiee KOPOTKasi aKpOIIEHTpUYECKasi Xpo-
Mocoma B kapuortune. KopoTkoe rmiedo o0iazaeT crnocoOHOCTHIO
(hOpMHPOBATH CITyTHUKH.

Xpomocoma Y (2,3 mkm) — MareHbKas akpOIIEHTPHYECKask XPOMO-
coMa, CXOf[Hasl TI0 pazMepaM ¢ Xxpomocomamu 21 u 22, HO He nMeroLas
crytHHKOB. OHA OTIMYaeTCsl TakKe I'eTEePOXPOMATHHOBBIM PadOHOM
OOJIBIIIOTO pa3Mepa U SBISETCS TO3THUM PETUTHKAHTOM.

Hupdpepenyuanvnoe okpawueanue xpomocom. Ilapuscckan
Knaccuguxkauun xpomocom uenoeexa (1971). B magame 70-x TT.
XX B. IIUTOT€HETUKN OOHAPYKWIIH BBICOKYIO CIIEIIU(UIHOCTh METa-
(ha3HBIX XPOMOCOM B OTHOIIEHUH MX CIMOCOOHOCTH K nuddepeHIiu-
QIbHOW MCYEPUYEHHOCTH TIOCJE OKPAIIUBAHMS aKPUXHUH-HIIPUTOM
W IPYTHMH KpacuTelsiMu Thma ['MM3a, 4To CBSI3aHO ¢ Yepe0BaHUEM
9YXPOMATHHOBBIX M TETEPOXPOMATHHOBBIX PAaHOHOB XPOMOCOM IIO
ux jumHe. [locne aTuX uccnenoBaHui U BCEX XPOMOCOM YEJOBEKa
COCTaBIICHBI KapThl, MO3BOJISIOIIME MO PHCYHKY IIOJIOC HE TOJBKO
UICHTU(HUIUPOBATH OTJEIbHBIE XPOMOCOMBI, HO TaKKe MX Y4acTKU
B ClIyvasix nepectpoek. s MeANIMHCKON [IUTOTEHETUKH 3TO UMEIIO
OoJbIIIOE 3HAYEHKE, TaK KaK JIABAJIO BO3MOXKHOCTh OIPEJENIUTh TPH-
pony JedeKTOB pa3BUTHS MPH HAPYIICHHSX B CHCTEME XPOMOCOM
0O0JBHOTO.

B ocHoBe I[lapmxckoit kiaccuuKalMy XpOMOCOM 4eJOBEKa
JIeXKAT Memoobl OKpauiueanus (03nounea), TO3BOJISIONINE BEISIBUTH
KOMIUIEKC MOTNIEPEYHBIX 10JI0C (69H0068) Ha XpoMocoMe (pHc. 6).

Hoenmugpukayus xpomocom uenoeeka ¢ noMouwiplo pasiuy-
HbIX MUNOE OKpawiusanus no Oaune. B NpakTrke KIMHUYIECKOMH
LUUTOTCHETHKH BBIICICHBI TPU OCHOBHBIX THNA AU (HepeHIHaIbLHOTo
OKpamuBaHusg xpomocoM mo miuue: G-, C-, Q-memoowt. K gacto
PUMEHSIEMOMY METOIy OTHOCHUTCS R-okpawiuganue. Paznvie Tumb
OKpAIIMBaHMS OIPEACIAIOT €IUHYIO JMHEHHYIO AudQepeHIHaIiio
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CTPYKTYPBI XpOMOCOM B MeTadaze MUTO3a, IPH 3TOM Kak/asi OKpac-
Ka JIeJIaeT 3TO M0-CBOEMY.

CTpyKTYpBbI, BEIABISIONIMECS 10 JUIMHE XPOMOCOM, PEKOMEHITY-
€TCSl Ha3bIBaTh B COOTBETCTBUH C THIIOM OKparimBanusi G-, C-, Q-, R-
cermMeHTamu (To-aHrIMiCKU — bands). Kaxplid 13 METOI0B CYIIECTBY-
€T B HECKOJBKHX MOIM(HKAIMAX IO TEXHUYECKOMY BBITOIHEHHUIO.
JlaHHBIE METO/IBI HE SIBJISIOTCS AJITEPHATHBHBIMU, 0COOCHHO 3TO OTHO-
cutcss K C-OKpallvBaHUIO, C TOMOIIBIO KOTOPOTO BBISIBIAETCS YacTb
JIMHEUHOU CTPYKTYPbl XPOMOCOM — CTPYKTYPHBIA I€TEPOXPOMATHH.
KpaTko paccMOTprM TEOpeTHUECKUXE aCTIEKThI 3THX METOJIOB.

G-oxpawusanue xpomocom. G-oxpammBaHue XpOMOCOM — Ca-
MBI pacHpOCTPaHEHHBIA METO B KIMHHUKO-LUTOT€HETHYECKOU
MpaKTUKe, 0a3upyeTcst Ha TpeABapUTeNbHON 00paboTKe MpemapaToB
XpOMOCOM TIepe]] OKPacKOW M Ha WCIOJIb30BaHUH HE(II0OpecIeHT-
HBIX KpacuTejled Wi uxX cMmeced tuna PomaHoBcKoro—I'mmsesl
[IpenBaputenvHas (TOCTHHUKCAIIMOHHAS) 00padOTKa CBsI3aHA C WH-
KyOamuei B COJNEBBIX PacTBOpax M B PAaCTBOpax IMPOTEOTUTUIECKHX
(hepMEHTOB (TPUIICHHA, PA3JIUYHBIX MPOTEa3) MPHU OMNPEICIICHHON
temriepatype U pH. WnenTndukamio xpoMocoM obecriednBaer yepe-
JIOBaHWE TEMHO U CBETJIO OKpAIleHHBIX Tojoc. Temusle moiockl (G-
nojiockl, G-03H/1pI) 00pa3yIOTCS B MECTaxX JIOKAJIM3AI[UH MHTCPCTHIIN-
aJIbHOTO TeTepoxpomaTuHa. Ymcno momoc Ha Kapwotun mpu G-
OKpAIlIMBaHUU BapbUPYeET, HO B MeTaa3HOM KIETKE NX YHCIIO HE MEHee
320, a Ha cTaauu npomMeradasbl MOXKET JAocTurath U 1250 Ha rarou-
HBII HA0Op. DTOT CIIOCO0 OKPAIIMBAHUS TTO3BOJISAET HACHTH(HIIMPOBATH
XPOMOCOMBI, BHISIBIISATD JICNEIMH, HHBEPCHUH, HHCEPIIUH, TPAHCIIOKAIIHH,
JIOMKHE YYacCTKHU U OoJiee CIIOKHBIE TIEPECTPONKH.

Q-okpawiusanue xpomocom. llpu 3TOM THIE OKpaLIMBaHUS
XPOMOCOMBI 00pabaThIBAIOT Pa3IMYHBIMU (IFOOPOXPOMAMH U aHa-
JU3UPYIOT MX C MOMOILIBIO (PIIOOPECEHTHOM MHKpockonuu. M3
(ITI00POXPOMOB HYalle BCEro MPUMEHSIOT MPOM3BOJHBIC aKPHIUHA:
akpuxuH (aTeOpun) u akpuxun-unput [Caspersson et al., 1970]. Pu-
CYHOK KaKJIOH XpOMOCOMBI CHEHU(PHUUEH MO0 YHCIY, IMOJIOKEHHIO
W pa3Mepy MoJIOC TI0-pa3HOMY CBETSIIMXCS CErMEHTOB, 4TO olOecrie-
yrBaeT uaeHTH(UKauo Bcex XpoMocoM. CTaOHIBHOCTh PUCYHKA
OTIpeaeIseTCs CTENEHbI0 KOHJCHCAIIMM XPOMOCOM, TaK KakK B IpOMe-
Tada3HeIX (JUIMHHBIX) XPOMOCOMaxX KPYITHbIE OIHOPOIHBIE MOJIOCHI
pa3zenensl Ha Oonee menkue. OHAKO CYIIECTBYET UCTHHHAS BapHa-
OenpHOCTE Q-pUCYHKA, KOTOPAs ONPEAEISIETCS BRIPaKEHHOCTBIO SIPKO
CBETSIIUXCS CEIMEHTOB XpoMocoM 3, 4, 13-15, 21, 22 u Y. Camblii
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prnHI:Iﬁ SAPKO CBeTﬂHlHﬁCH CCIMCHT MPOSABJIACTCA B XpOMOCOME Y.
(0)¢ XOpouo BUACH B I/IHTep(l)aSHI)IX KJIETKax pa3HbIX TKaHEl U Mo-
KET CIIYXXUTh HUTOJIOTUYCCKUM ITOKA3aTEJIEM I10J1a UHANBUAYYMA.

1
1
ﬁ
1
1
2
1

5
11

7

23

p
q

Puc. 6. Ilapudicckas kiaccugurayus Xxpomocom 4eiosexa
(G-okpawusanue)

X

C-okpawiueanue xpomocom. IIpu C-okpalmmBaHuu B XpOMOCO-
Max ONpEJCNIAIOTCS JIMIIL IICHTPOMEPHBIE M OKOJIOIICHTPOMEPHBIC
pafioHBI XPOMOCOM U JUTHHHOE TUIEYO XPOMOCOMBI Y.
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CMBICI 3TOTO METO/Ia B TOM, YTO OH BBISIBIISICT CTPYKTYPHBIN Te-
TEPOXPOMATHH BO BCEX XPOMOCOMaX M TEM CaMbIM IO3BOJISIET OIle-
HUTh XPOMOCOMHBIH MOIMMOPGHU3M, a TaKKEe YTOUHHUTH XapakTep
XPOMOCOMHBIX MEPECTPOEK, OCOOCHHO TPH HACHTU(DHKAIMU TepH-
LIEHTPUYECKHUX WHBEPCHIA.

R-okpawiueanue xpomocom. PucyHox mnpu R-okpammBaHum
MPOTHUBOTIONOKEH pPHCYHKY G-okpamnBaHus: R-TonoxuTenbHbIC
MOJIOCKI  COOTBETCTBYIOT G-OTpHIAaTeNnbHbIM, W HaobopoT, R-
OTPHIIATEILHBIC CETMEHTBI COOTBETCTBYIOT G-TIOJIOKHUTENbHBIM. VH-
TEHCUBHOCTh OKPACKH BCEX XPOMOCOM IPU 3TOM METOJIe OOBIYHO
3HAYUTEIILHO ci1abee, yeM npu G-OKpalIuBaHUM, TO3TOMY HCCIIEI0-
BaTeNsIM PEKOMEHIYIOT TPOBOJNUTh MHUKPOCKOMHUIO TMOJA (Hha30BBIM
KoHTpacToM. [Ipu MoguQuKaIMu 3TOro0 METoJa MOXXHO JTOOUTHCS
Tak Ha3biBaeMol T-okpacku, xoraa 0ojiee aKTHBHO BBIACISAIOTCS TE-
JIOMEPHBIC pailOHBI MPH WHTEHCUBHOM OKpAaIllMBaHWH MO PoMaHOB-
ckomy-I'mm3e. B Hacrosiee BpeMst MeTo1 R-oKpaimBaHus J0BOIb-
HO PE/IKO UCIIONIb3YETCS B KITMHUYECKOM MPaKTHKE OTIENBHBIX J1abo-
patopuil Ui YTOUHEHHST XPOMOCOMHBIX aHOMAJIHI B CIIOPHBIX CITY-
yasx nociie G-okpanuBaHus.

2. DTHOJI0THSI XPOMOCOMHBIX 00J1e3Heilt

B ocHOBe BO3HWKHOBEHHSI XPOMOCOMHBIX OOJIE3HEU JexaT Te-
HOMHBIE MYTallMd, a TaKXe H3MEHEHHE CTPYKTYPbl XPOMOCOM —
XPOMOCOMHBIE abeppartuu.

I'eHoMHBIe MyTallMH — U3MEHEHHE YHCIIa XPOMOCOM B T€HOME.

Ilonunnoudus — VI3MEHEHUE YUCIIa XPOMOCOM, KPaTHOE Tarlio-
HIAHOMY W 2emeponnoudusn (aneynioudus) — W3MEHEHHWE YHCITA
XPOMOCOM, HEKPATHOE TaITIOUTHOMY. Y YeJIOBeKa OMUCAHO J[Ba BHJA
MOJIMTUTOUINI — TPUTUIOUAUS U TeTparuionans. [lomummonauu y de-
JIOBEKa, KaK MNPaBUJIO, HECOBMECTHMBI C JKU3HBIO M BCTPEUYAIOTCS
y a0OpTYCOB M MEPTBOPOXK/ICHHBIX. B OCHOBE IOSIBIICHUS] TEHOMHBIX
MYTallii JIGKUT HAPYIICHUE PACXOXKICHUS XPOMOCOM TpU JACICHUH
KIIETKH, TJIaBHBIM 00pa3oM, B Meho3e.

Aneynnioudus BO3HHMKACT IPH HEPACXOXKIACHUU OTICIIbHBIX Iap
TOMOJIOTUYHBIX XPOMOCOM B aHada3e NENCeHUs KICTKH WM yTpaTe
OTJICNBHBIX XPOMOCOM, BCJICJCTBHE OTCTaBaHUS OJHOW XPOMOCOMBI
BO Bpems aHadaspl. ITO MPOUCXOMUT Yallle BO BpeMs MeHo3a IMpH
ramMeToreHese, HoO MOXKET POUCXOIUTh U B MuTO3€e. [Ipu HapymeHnn
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pacXoXXJIeHUs] XpOMOCOM B TIpOIIECCE Meli03a MOTYT BO3HHKATH Ta-
METHI C JTUIIHAMH XPOMOCOMaMH U TOTZIa TIPH TTOCIEAYIOMEM CITHUS-
HUM C HOPMAaJIbHBIMH TalUIOMIHBIMU TaMeTaMi 00pa3yloTCsl 3UTOTHI
2n+1, unu TPECOMUKY TIO ONpeieNIeHHo XpoMocome. Eciu B ramere
OKa3aJI0Ch MEHBIIE Ha OJHY XPOMOCOMY, TO ITOCIEAYIOIIee OTLIO NO-
TBOpPEHHUE TIPUBEIET K 00pa30BaHUIO 3UTOTHI 2N—1, WM MOHOCOMUKA
Mo Kakoi-mmbo Xxpomocome. Y 4YeloBeKa MOHOCOMHKH IO BCEM
ayrocoMaMm o00mamaroT JeTanbHBIM 3 dexkTom. Cremyer OTMETHTH,
YTO y Yelo8eKd NO HeUu38eCMHbIM NOKA NPUUUHAM AKPOYEeHMU4ecKue
XPOMOCOMbI UMEIOM MEHOEHYUIO Yauje 8061eKAMbCsl 8 HEPACXoHcoe-
nue. Ecau HepacXokIeHHE MPOUCXOJUT BO BpeMsi MHUTO3a, HAOIIO-
JIaeTCsT MO3auIU3M (IPUCYTCTBHE B OPraHM3MeE JBYX U 00Jice KJIOHOB
KJIETOK) C HAJIMYUEM HOPMAIBHBIX KJIETOK, MOHO- U TPHCOMHKOB.

XpomMocoMHBIE MYTAIMH — U3MEHEHHE CTPYKTYPBI XPOMOCOM.
Pa3nmnyaroT BHYTPUXPOMOCOMHBIE U MEXXPOMOCOMHBIE MYTAIIHH.

BHyTpuUXpOoMOCOMHBIE MYTAIIMH — 3TO JICTCIIHH, TyTUTUKAIINH,
WHBEPCHUH, HHCEPLIUH.

Heneyun (del) wiu HexBaTKa — TMOTEPs yd4acTKa XPOMOCOMBI.
Y MIIEKOTIUTAIOIINX JIEIeUH B TOMO3UTOTHOM COCTOSSHUH OOBIYHO
neTanbHbl. [Ipumepom Oereyuu y yenogexa SBISETCS HACIEICTBEH-
HOe 3a00JIeBaHue CUHOPOM «Kouiaube2o Kpuka». BolbHOW reTepo3u-
TOTEH T10 JIeTIeIIHA KOPOTKOTO Tieda 5-0i XPOMOCOMBEI.

LITOIOTHYECKH JIENIEIIMH MOYKHO BBISBUTH IO TIOSIBJICHUIO TIET-
JIM TIpU KOHBIOTallMd TOMOJIOTMYHBIX XpOMOCOM B Meiosze. Ilerns
COJIEP)KUT TEeHBl HeAEICIUPOBAHHON (HOPMAIIBHOM) XpPOMOCOMBEI.
Cynpba nenenuu 3aBUCHT OT TOTO, TEPSIETCS JIM LEHTPOMEPHBIH paii-
OH, 0e3 IIEHTPOMEPBI XPOMOCOMA IITUMUHHPYETCS.

Jlynaukayus (dup) (moBTOp) — yaBOeHHE (YMHOKEHHE) OIHOTO
U TOTO € y4acTKa XpOMOCOMBI. JlyIMIupoBaHHbIE YYAaCTKH 4acTO
PACIIOJIOKEHBI IPYT 32 IPYrOM U 00pa3yroT TaHIEM.

HuTonornyecku IyIIMKalUHd MOXXHO OOHAPYKUTh IO TIOSIBIIE-
HUIO TIETIH MPH KOHBIOTAIMK FOMOJIOTHYHBIX XpPOMOCOM B MeH03e,
NETIS] HeCeT AYIUTMIUPOBAHHBIE TEHBI.

MHorue AyIivKamuy U JIeeUl BO3HUKAIOT B PE3YJIbTaTe pas-
PBIBOB XpoMocoM. [IpnunHON pa3phIBOB MOXKET CIIY>KUTh HOHH3H-
pyrooInas paauanusi, XMMUYEeCKHE BEIECTBa, BHPYCHI. Jlymmukaruu
Y AENEI MOTYT BO3HMKATh IMPH HEpaBHOM KpoccuHromepe. Jly-
ITUKanus HeOoNbImux ydacTkoB Mojekynsl JIHK, cocrosmmux w3
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HECKOJIbKUX HYKJIEOTHIOB, HPOMCXOAUT B MPOLECCE 3BOJIOLUU
BecbMa 4acto. Hampumep, mokazaHo, 4TO T'€Hbl IJIOOMHOB YeJI0OBEKa
TOMOJIOTMYHBI, TO €CTh OHU IPOU3OIILIH OT OOIIEro MPEeJKOBOrO reHa
MyTeM OYTUIMKAIUK, HO B MPOLECCE 3BOJIIOLUHN HAKOMWIN Pa3IHyHsI
U Teepb KOOUPYIOT HECKOJIBKO Pa3In4Hble OEIKH

Hneepcusa (inv)— noopot Ha 180° OTHENBHBIX yYaCTKOB XPO-
MocoMEI. [lpn 3TOM 4HMCIO T€HOB HE MEHsETCS. Y TeTepO3HIOT IO
WHBEPCUM IpU MeHo3e oOpasyercs HeTisl, KOTopas BKIIOYAaeT B3a-
WMHO MHBEPTHPOBAaHHbIC y4acTKH. [0 OTHOIIEHHIO K LIEHTpOMEpe
WHBEPCUU JENAT HA nepuyeHmpuyeckue, 3aXBaTbIBalOIINE LIEHTPO-
Mepy, U napayenmpuyeckue, He BKIIOYAIOIINE LIEHTPOMEpPY B WH-
BEPTUPOBAHHBIN YYACTOK.

Hucepyusa (ins) (tpancnosuims) — Beipe3anue pparmenra JTHK
W3 OJHOI0 Y4acTKa XpOMOCOMBI M BCTaBKa B JApyrod ydactok. Peru-
CTpUpYETCsl MO HM3MEHEeHHIO (eHoTuna. CUuTalT, YTO HHCEPLUH,
BO3MOXHO, CIHOCOOCTBYIOT BKJIFOUEHHIO B T€HOM HOBBIX, «UYKHX),
TCHOB, a TAaK)Ke WHIYLUPYIOT XPOMOCOMHBIE MEPECTPOWKH, B TOM
qHcie AeJeny 1 UHBEPCHU.

Me:xxpomMocoMHasi nepectpoiika — mpanciaoxkayus (t). Pas-
JTUYAIOT peyunpokHvle N HepeyunpoxkHsle TPAHCIOKAIINH.

Peyunpoknvie mpanciokayuu — B3aNMHBIH 00MEH y4acTKaMH
MEXIy JBYMS HETOMOJIOTHYHBIMH XpoMocoMamHy. Ha muronorndeckux
npenaparax y reTepo3uroT 1o PeUITPOKHBIM TPAHCIIOKAIMSAM B Ipoda-
3¢ Meli03a MOYKHO HaO0JII0/1aTh XapaKTepHYIO (QUTypy — KpecT. 1o 00y-
CJIOBJICHO TEM, YTO TOMOJIOTMYHBIE YYACTKH, OKa3aBIIMCh B Pa3HBIX
XpOMOCOMaXx, IIPUTSATUBAIOTCS. B nHakuHe3e Xua3Mel CHON3A0T K KOH-
[[aM ¥ KpEeCT MpeBpalaeTcs: B Koybilo. FHOTIa XpOMOCOMBI KOJIBIIA TIe-
PEeBOpAUMBAIOTCS M 00Pa3yIOT (PUTYpPhI THITA BOCBMEPKH.

Penunpoknas TpaHCIIOKIMS — 3TO cOaJlaHCUPOBaHHAsl TPaHCIIO-
Kalsi, KOTopasi, Kak ¥ WHBEPCHsl, OHa HE BBI3bIBACT aHOMAJBHBIX 3(-
(exToB y HocuTensa. OHAKO B PE3yNIbTaTe KPOCCHHIOBEPA M PEAYKIIUH
Yrciaa XpOMOCOM NPH 00pa30BaHWU T'aMeT y HOCHTENeH cOalaHcu-
POBaHHBIX TPAHCJIOKAIMHA M MHBEPCUH MOTYT 0Opa30BBIBATHCS HE-
cOaTaHCHPOBAaHHBIC TAMETHI, TAMEThl C YaCTUIHOW JVICOMHEH WIIH
C YaCTUYHOU HYJUTHCOMHEH, JINOO ¢ TOW U JPpyroi aHoMallneH.

Hepeyunpoxnaa mpancinokayua — OZHOCTOPOHHHUM IepeHOC
¢parmMeHTa 0lHON XpOMOCOMBI Ha JPYTYIO.
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TpaHcnokanuss MeXay ABYMS aKpOIEHTPHIECKHMH XPOMOCO-
MaMH C TIOTEepe WX KOPOTKHUX IIed MPUBOIUT K 0OpPa30BaHHIO O/I-
HOW MeTa- WM CyOMEeTaleHTPHUUECKOW XPOMOCOMBI BMECTO ABYX
aKpOLCHTpUYECKUX. Takue TpaHCIOKAaLUUN HA3bIBAIOTCS pofdepmco-
noeckumu (rob). Hocuremn pobGepTCOHOBCKHX TPaHCIOKAIMI 370-
POBBI, IOTOMY YTO MOTEPS KOPOTKUX IUIEY BYX aKPOIECHTPHUIECKHUX
XpOMOCOM HE MPHUBOAMT K peaibHON yTpaTe réHeTHYeCKOTro MaTepu-
ana. TpaHcnOKalMOHHBIN cUHAPOM JlayHa BOZHMKAET UMEHHO TaKUM
oOpa3oMm. Y HocuTeneil poOEepPTCOHOBCKHX TPAHCIOKAIIMA MOXKET
00pa3oBbIBaThCA 6 TUMOB rameT (puc. 7), HO HYJUIMCOMHBIC TaMEThI
AOJDKHBI IPUBOJUTH K MOHOCOMHHU IIO ayTOCOMaM B 3UTI'OTC, a TAKHUC
3UTOTHI HE Pa3BUBAIOTCSI.

oot II wnn cnepmaromur 11

Puc. 7. Tunvt 2amem y nocumeneii pobepmconosckoill mpancioxayuu 21/14.
1 —monocomus 14 u 21 (nopma), 2 — monocomuss 14 u 21 ¢ pobepmconoscoii
mpancroxkayuei,; 3 — oucomus 14 u monocomus 21; 4 — oucomus 21,
monocomus 14; 5 — nynnucomusn 21; 6 — nynaucomusn 14

B ciydae KOHIEBBIX JeNeliii B 000MX MIedax XpOMOCOMBI BO3-
HHUKACT Kobyesasn xpomocoma (r). Y WHIUBHIA, YHACIICIOBABIIETO
KOJIBIICBYIO XPOMOCOMY OT OJHOTO M3 POJUTENCH, OyAeT 4acTU4IHas
MOHOCOMHS 110 ABYM KOHIIEBBIM y4aCTKaM XPOMOCOMBI.
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WHorna paspblB XpOMOCOMBI IIPOXOAUT dYepe3 LEHTPOMEDY.
Kaxnoe mie4o, pa3beIMHEHHOE MOCIE DPEIUIMKALUHN, HUMEET [BE
CECTPUHCKHE XPOMATHJIbI, COSIMHEHHBIC OCTABILIEHCSA YacThIO LIEH-
TpoMmephl. CecTpUHCKHE XpOMAaTHAbl OJHOTO M TOTO K€ IJjieya CTa-
HOBSTCS TUIEYaMH OJTHON XpoMocoMmsl (puc. 8). Co ciemyrormiero Mu-
TO3a 3Ta XpOMOCOMa HaUMHACT PEMIMLUPOBATHCS U IEPENABATHCS U3
KJIETKH B KJIETKY KaK CaAMOCTOSTENbHAs! eIWHHIA HAapsiAy C OCTallb-
HBIM HabOpOM XpoMocoM. Takue XpoMOCOMBI Ha3bIBAIOT U30OXPOMO-
comamu. Y HHUX OJUHAKOBBIE 1O HaOopy reHoB Iwieun. Hammuuue
HM30XPOMOCOM BBI3BIBAET XPOMOCOMHYIO MATOJIOTHIO, MTOTOMY YTO
3TO OJHOBPEMEHHO M YacTHYHAs MOHOCOMHUS (IO OTCYTCTBYIOLIEMY
iedy), ¥ YaCTHYHasi TPUCOMUS (10 MPUCYTCTBYIOMIEMY TUIEUY).

HenasHo y yenoBeka oOHApyKEHO SIBICHUE 0OHOPOOUMENbCKUX
Oucomuii. Y TakMX WHIVBHJOB YHCIO XPOMOCOM IO BCEM TMapam
HOpPMaJIbHOE, HO OJlHA Iapa NpeAcTaBiIeHa XPOMOCOMaMH OT OJHOTO
poautens. B ocHOBe 3TOro sIBIEHHUS MOTYT JIEXKaTh HECKOJIBKO MeXa-
HU3MOB: HYJUIMCOMHAs TI0 ONPEETICHHOW XpOMOcoMe Habopa rame-
Ta CIIMBAETCS C TUCOMHOM IO 3TOM K€ XPOMOCOME PYroil raMeToi;
y MEpPBOHAYAIBHO TPUCOMHOI'O IO KaKOW-IMOO XPOMOCOME 3apOJibl-
ma (MM Jaxke B 3UTOTe) TepseTcs €AMHCTBEHHAs XpOMOCOMa, Mpo-
WCXOISIAst OT OJJHOTO U3 POAMTEIIEH, a IB€é XPOMOCOMBI OT JIPYTroTo
pOIUTENS COXpAHSIOTCS (PeayKUusi TPUCOMHH); Y MOHOCOMHOM IO
KaKoH-T1M00 XpOMOCOME 3UTOTHI MIPU MUTO3aX B Tpoliecce Apoldiie-
HUS JaHHAs XPOMOCOMa JIyOnupyeTcss M BOCIIPOU3BOIUTCS B IOCIIe-
OYIOIIMX JEJIeHUSX B JBOWHOM OT OJIHOIO poauTens Habope
(mocT3uroTuyecKas JyruiMKaus MOHOCOMHH).

Cxema 3anucu YUCIAEHHBIX U CHPYKMYPHBIX AHOMAIULL XPO-
Mocom. 1Ipn ONINICAaHUN AHOMAIBHO20 KAPUOMUNA VCTIONB3YIOT JI0-
MOJTHUTEJIbHBIE CHMBOJIBI, yKa3bIBAIOIIME TUI W XapakTep XpOMO-
COMHOM IEPECTPOMKH.

* Tpurmmouanstii kapuotur: 69, XXY umn 69, XXX.

* Tpucomus no 21 xpomocome y manpunka: 47, XY, + 21.

* Monocomus o 13 xpomocome y neBouk: 45, XX, — 13.

* Monocomus o X-xpomocome: 45, XO0.

* Tpucomus o X-xpomocome: 47, XXX.

* [Tonmucomus mo Y-xpomocome: 47, XY'Y.
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Puc. 8. Uzoxpomocomsr X no onunnomy [i(Xq)] u kopomxomy [i(Xp)] nneuy

[Ipy onHICaHUW CMPYKMYPHBIX AHOMAAUI YKa3bIBAOT oOIee
KOJIMYECTBO XPOMOCOM, 3aT€M HaOOp ITOJIOBBIX XPOMOCOM, 3aIlsiTas,
OIMCAaHNE XapaKTepa CTPYKTYpHOU MepecTporKH, B CKOOKaxX HOMEp
Xpomocombl — Hanpumep, 46, XY, del(2), a mpu MeKXPOMOCOMHBIX
oOMeHax — HOMEepa XpOMOCOM, BOBJICYEHHBIX B NepecTpoiiky. Tax,
Hanpumep, 3anuchk 46, XY, del(2)(2q 14.1) o3nauaer, 4To peyb UIET
0 pa3phIBE B MEPBOM cyOcerMeHTe (CyOIoyioce) 4eTBEpTOro CerMeH-
Ta (IOJOCH) HEepBOro paiioHa (y4acTka) JJIMHHOTO Ijleya BTOPOH
XPOMOCOMBI.

[MosiBiieHne mo3auyuzma OOYCIOBICHO BO3HUKHOBEHHEM MYyTa-
Ui B 3UTOTE, CPOPMHUPOBAHHON HOPMAJIBHBIMHU F'aMETaMH B TIpoOIiecce
KJIETOYHOT'O JIEIEHUSI BO BHYTpUYTpoOHOM miepuoze. [Ipu oOHapyxe-
HUM MO3auly3Ma O0O3HAUCHUS! KAapUOTHUIIOB PA3IUYHBIX KIIETOYHBIX
KJIOHOB pasfensitoTcst kocor yeptoit (/). Hanpumep, 3anmch kapuo-
tumna mos4s, X/47, XXX (50% / 50%) o3HauaeT, 4To MpH IIUTOTeHE-
THYECKOM HCCJIEJOBAaHMH Ipenapara oOHapy)KeHbI [Ba KJIOHA Kie-
TOK — OJIMH C MOHOCOMHUEH 10 X-XpOMOCOME, a APYrol ¢ TpucoMueu
1o X-XpoMocoMe, B cOOoTHoIIeHuu 1:1.

42



3. XpomocoMHbIe 00JIe3HI

XpoMocoMHBIe O0JIe3HM — Ooublllasg TpyINa BPOXKACHHBIX
HACJICACTBCHHBIX 60HC3HCI>'I, KIIMHUYCCKN  XapaKTECPHU3YIOMINECI
MHOXCCTBCHHBIMU BPOKACHHBIMHA ITOPOKAMH pPa3BUTH. B ocHoBe nx
JIC)KAT CCHOMHbBLE UIU XPOMOCOMHbBLE MymayUuU.

3.1, O0mme 3aKOHOMEPHOCTH KJIMHHYECKHMX ITPOSIBJICHUIA
XPOMOCOMHBIX CHHAPOMOB

— Henocrarok XpoMOCOMHOrO Marepualia MPUBOAMT K Oolee
BBIPQ)KEHHBIM KITMHHYECKUM TPOSBIICHUSIM, YEM €T0 U30BITOK.

— Yactuunbie MOHOCOMUM (Oereyuit) COTIPOBOXKIAIOTCS Oosee T-
KEJIbIMU KIMHAYECKUMH TIPOSIBIICHUSMH, YeM YacTUYHBIC TPUCOMHHU
(Oynnuxayuu), aro 00yCIOBIEHO MMOTEpei psaia renos. Yaie o6Hapy-
XKHBAIOTCS Y a0OPTYCOB U MEPTBOPOKACHHBIX, TIOCKOJIBKY 4YacTo 3a-
TParuBaroTCsl TEHBI, HEOOXOAUMEBIE Il pocTa U AUPPEPSHIUPOBKU
KJIETOK.

— K rubenn smMOproHa Ha paHHEH CTaguM pa3BUTHS NPUBOIST
MOJIHBIE MOHOCOMHHM TI0 ayTOCOMaM, a Takke Tpucomuu 1o 1, 5, 6,
11 u 19 xpomocomam. Cpeau HOBOPOXKICHHBIX HauOoiee 4acTo
BcTpeyaroTces TpucoMuu 1o 13, 18 u 21 xpomocomam.

— Jl7s1 GONBIIMHCTBA XPOMOCOMHBIX CHHAPOMOB, 00YCIIOBIICH-
HBIX aHOMAJMSIMUA ayTOCOM, XapaKTepHBI Maiblli gec pebenKa npu
OOHOWEHHOU_OepeMeHHOCIU, NOPOKU pazeumust IByX u Oolee opra-
HOB M CHCTEM, a TaKXXe€ 33/Iep’KKa TEMIIOB PAHHETO HCUXOMOMOPHOZO
pazeumusi, OnucOpenus U CHUdCeHue noxaszamenel QuuLecko2o
pazsumus pebenxa. Y nereil ¢ XpOMOCOMHOM MMaTOJIOTUEH YacTO BbI-
SBJSIFOT YBEIMYCHUE KOJMYECTBA, TaK HA3BIBAEMBIX, CHIUeM JH3IM-
OpHoreHe3a WM MaJibIX aHOMaIi pa3BUTHS. B ciaydae Hamuuaus mstu
1 OoJiee TAaKUX CTUTM TOBOPST O TIOBBIIIEHUH [TOPOTa CTUTMATH3AIUH
y denoBeka. K cTurmam MOXHO OTHECTH HAJIMUME CaHAaIeBHIHON
LIeTTM MEXIY MEPBBIM M BTOPHIM NalbllaMHd Ha HOTax, AWACTEMY
(yBenmueHue pacCcTOSIHUSI MEXIY MEepeIHUMH pe3laMu), paciierie-
HUE KOHYMKA HOCA U IpyTHe.

— Ilpu nucOanaHce nOMOBbIX XPOMOCOM, 6 NPOMUBONONLONHC-
HOCMb AYMOCOMHBIM CUHOPOMAM, HE XapaKTepHO HAIMYME BbIpa-
KEHHOTO MHTEJUIEKTYaJIbHO Ie(UINTa, HEKOTOPhIE OOJIbHBIE UMEIOT
HOpMaJIbHOE YMCTBEHHOE pa3BUTHE.

— VYV GonpuIMHCTBA OOJNBHBIX ¢ AHOMAIMSAMH IIOJIOBBIX XPOMOCOM
BO3HHKAET OECIUTIOME U HeBBIHAIIMBaHUE OepeMeHHoCTH. Heobxommo
OTMETHUTb, YTO OECIUIONME U HEBBIHAIIMBAHUE OEPEMEHHOCTH IIPU aHO-
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MaJIUSIX TOJNOBBIX XPOMOCOM M ayTOCOM HMMEET Pa3iIW4HbIC NTPUYMHBL.
[pn anoManusx ayrocoMm mpepbiBaHHE OEPEeMEHHOCTH 4acTo 00yCIIOB-
JIEHO HAJIMYMEM XPOMOCOMHBIX IEPECTPOEK, HECOBMECTUMBIX C HOP-
MaJIbHBIM SMOPUOHATBHBIM Pa3BUTHEM, M SIMMHUHALMEH HecOalaH-
CHPOBaHHBIX IO XPOMOCOMHOMY MaTepHaly 3HUIOT, 3MOpPHOHOB
u wionoB. [Ipu nucbanance MONOBBIX XPOMOCOM B OOJBIIMHCTBE CITY-
YaeB HACTYIUICHHE OePEeMEHHOCTH HEBO3MOXKHO IO MPUYMHE aHOMATUU
CIEPMaTO30MI0B WM aIUIa3uM, WM PE3KOM TUIOIUIa3uy Kak Hapyx-
HBIX, TAK ¥ BHYTPEHHMX TOJIOBBIX OPraHoB. B 1ienom, aHoManuu nomuo-
BBIX XPOMOCOM NPHUBOIAT K BO3HUKHOBEHUIO MEHEE BBIPA)KCHHBIX KIIH-
HUYECKHX CHMIITOMOB, Y€M aHOMAJIHHU ayTOCOM.

— INonuble GPOPMBI XPOMOCOMHBIX aHOMAIHH XapaKTePHU3YIOTCS
Oosee TSHKETBIMU KITMHUYECKUMU MPOSIBICHUSIMY, YEM MO3aHyHbIE.

Haubonee uacmeie 2eHoMHble MyTallUd y >KUBOPOXKICHHBIX —
3T0 Tpucomuu 1o 13, 18 u 21 ayrocoMaM U MONOBBEIM XpOMOCOMaM,
YacTUYHBIE TPUCOMHH N0 §, 9 XpomMocomMaM M MOHOCOMHS MO X-
XpOMOCOME.

3.2. Iloka3aHus K UCCIETOBAHUIO KAPHOTHIIA

YunTeiBasi Bce KIMHUKO-TEHETHUECKUE TaHHBIE OOJILHBIX C XPO-
MOCOMHBIMH CHHIPOMaMH, TIOKa3aHUsI K UCCICIOBAHUIO KapuoTUIa
y JeTel 1 B3POCIBIX CIIeTyIOIIHe:

— Mautblii BeC HOBOPOXKICHHOT'O TIPH JIOHOILIEHHOH OepeMEHHOCTH.

— BposkieHHBIE IOPOKK Pa3BUTHS ABYX U 0OJIEe OPraHOB U CHCTEM.

— BposkaeHHbIe TOPOKH pa3BUTHUS JIBYX M 0Oojiee OpraHoB U CH-
CTEM B COYETaHUH C OJUTro(peHUei.

— Henuddepenuuponannas onuroppeHus.

— Becrnozue v MpUBBIYHOE HEBBIHAIIMBAHIE OEPEMEHHOCTH.

— Hanuumne cOanancupoBaHHONH XPOMOCOMHOW II€PECTPOHKH
Y pOIUTENeH Uiu cCuOCOB MPOOAHIOB.

3.3. XapakTepucTHKA HEKOTOPBIX XPOMOCOMHBIX 00/1€3Hei

3.3.1. Honunionaus

HOHI/IHHOI/IIII/Ieﬁ Ha3bIBACTCA HAJINYUE B KApUOTHUIIC KIJIICTKHU OJ-
HOTO WIIM HECKOJBKUX JOOABOYHBIX TalIOWIHBIX HaOOPOB XPOMO-
coM (y YeloBeKa TAIUIOMAHBIN HAOOp BKIOYAET 23 XPOMOCOMBEI).
Hampumep, npu Tpurutoniuu kietka uMeet 69 xpomMocoM. Jta aHo-
MaJvsi WHOTJA BBISABISETCS TPH CaMONPOM3BOJIBHBIX abopTax
Y OYEHB PEAKO — Y )KUBBIX HOBOPOXKICHHBIX.
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V pebenka ¢ TakOW MaTOIOTHEH HAOMIOAAIOTCS TSDKEIBIE OTKIIO-
HEHUS B Pa3BUTHH, BKIIIOYasi OTCTaBaHUE B POCTE, CpalllEHUE TpeThe-
T'0 ¥ YETBEPTOTO MaNbLEB, Y HEro HecopazMepHO OOoIIbIIas TOJIOBA MO
CPaBHEHMIO C TYJOBHIIEM, HU3KO IOCA)KEHHbIC YIIH, BPOXKICHHBIE
MOPOKH cepaua. JleTu 00bIMHO YMHUPAIOT BCKOPE IOCTE POXKICHUS.
IIpomoKUTENIBHOCTD )KU3HN TaKUX NIE€TEH B CpelHEM paBHa 9 mHsM.
HexoTtopsie MO3ankn My>KYMHBI BEDKUBAIOT. OHH XapakTepU3YIOTCs
ITyOOKOH YMCTBEHHOH OTCTaJlOCTBIO, B COUYETAHUU C aHOMAIUSIMHU
TEHUTAJIUN, aCUMMETPUEH.

CuHTaloT, YTO MPUYMHON MOSBJICHUS MOJIMIUIOUIOB Y YEIOBEKa
SIBIIICTCS. OuanHopua (JBOWHOE OIUIOOTBOPEHHE) WIH OMCYHICHEUE
nepeozo0 MelomuuecKko20 OejeHus oouyuma. Y Marepell nerel
C TMOJIUIUTONMEH BO 2-i TOJOBHHE OEpEeMEHHOCTH HAONIONAIOT TOK-
CHKO3 1 MHOTOBOJIHE.

3.3.2. AHeymiionanu

Ho3zonoruyeckoe BblACNIEHUE MO MEHBIIEH MeEpe TpeX XpPOMO-
COMHBIX 00JIe3HEH KaK KIIMHUYECKUX CUHAPOMOB OBIJIO CHEIAHO elle
70 BBUSICHEHHS UX XPOMOCOMHOM mHpuponsl. OTo cuHapoMm [layHa
(omucan B 1866 r. anrnumiickuM nexuatpom JI. JlayHOM), cCHHApPOM
Hlepemesckoro-Tépuepa (mepBoe omucanne X0 cuHApOMa OBLIO
caemano pycckum kiaumHHIMCTOM H. A. Illepemesckum B 1925 T.,
aB 1938 r. I. TépHep Tarxxke omucanm 3TOT cuHApoM). B 1942 .
I'. KnaiingenpTep onucan aHOMaIUH TOJOBBIX XPOMOCOM y MY>KUHH
(tpucomusa XXY) KaK KIMHUYECKHH CHHAPOM. DTH TpH 3a00J€BaHUs
CTalmy OOBEKTOM MEPBHIX KIMHUKO-IIMTOICHETHYECKHX HCCIIe0Ba-
HUM, TipoBefeHHBIX B 1959 r. PacmmgpoBka 3THOIOTHU CHHAPOMOB
Hayna, Illepemesckoro—TéE€pnaepa, KnaliHdenbrepa OTKphLIa HOBYIO
IJIaBy B MEIUIIMHE — XPOMOCOMHBIE OOJIE3HHU.

Paznuyarot aymocomnvie u conocomnsie aneyniououu

Aymocommubie cunOpombl Pa3lENAOT HAa TPH TPYNNbI: MOJHbBIE
TPUCOMHUM, YACTUYHBIC AHEYIJIOWJIUH W MHUKPOIUTOTCHETUIECKUE
AHOMAaJIHH.

Tpucomuu

AYTOCOMHBIE TPHCOMHU CpPEAM IKUBOPOKICHHBIX OIMHCAHBI
yumib s 8, 9, 13, 18, 21 u 22 xpoMocoM, Mo OCTaIBHEIM XPOMOCO-
MaM OHH JieTanbHbl. M3 HuX HamOolee YacThIM U KIMHUYECKH 3Ha-
YUMBIM sIBIIsIeTCA cuHApoM [layHa (Tpucomus 21). C MEHBIITUMU Ya-
CTOTaMH BCTPEUAIOTCSI CHHAPOMBI DaBapaca (Tpucomust 18) u [Taray
(Tpucomust 13), mpuyeM MPOAOKUTEITLHOCTh JKU3HH OOJIBHBIX
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c campoMamu OpBapaca u Ilaray, oObl9HO, HE MpPEBBIIIAET TOAA.
OcranbHble ayTOCOMHBIE TPHCOMHU SIBIISIIOTCS elle Ooiee pelKkuMH,
U MX HOCHTENY OTn0aloT B paHHEM HEOHATaJIbHOM BO3pacTe.

Cunopom Jlayna (C/). Tpucomua 21. C]] — HaubGonee yactoe
XpOMOCOMHOe 3a00ieBaHKe YeJoBeKka. Ero yactora cpean HOBOPOXK-
neHHbIX 1-2/1000 HOBOPOXKIEHHBIX. DTa 0OJIC3HD BIICPBHIC OMHCaHa
aarnuiickuM BpadoMm JlayHoM B 1866 T. kKak cBoeoOpaszHas (opma
onuropeHny, pe3koe CHIKEHHE WHTEJUIEKTa, COYeTalomeecs ¢ xa-
pakTepHbIM BHemHuUM BuaoMm. B 1959 r. ¢panmysckuii ydeHbIi
. Jlexxern oOHapyXui B KapuoTHIie OOJNBHBIX JTUIIHIOK 21-10 Xpo-
MOCOMY.

Takum obpazoM, B 94 % cinyyaer Oosie3nb [layHa oOyciioBiIcHa
TpucoMmueit no 21-if xpomocome.

B nmanpHeimem Oputo TOKazaHo, uTo B 4 % cimydaeB 0oje3Hb
Jlayna MokeT OBITH OOYCJIOBJCHA HE TOJBLKO Tpucomuen 21, HO
Y TpaHcIoKaiuei 21-i xpomocomsl Ha npyrue (damie Ha 13, 14, 15,
21, 22 XpOMOCOMBI).

B 2 % cny4aeB HabmrogaeTcs MO3auIM3M, KOT/a MTOJIOBUHA KIle-
TOK UMEET KapuoTuil 46 XpoMocoM, apyras mojioBuHa — 47 XpoMo-
com. IIpu curmpome JlayHa, BRI3BAHHOM MO3aHIIM3MOM, CUMIITOMBI
3a00JIeBaHuUs BEIPAXKEHBI MEHEE PE3KO.

MonekynaspHO-TEHETUUECKU aHAJIN3 MTOKa3aj, YToO 3a Pa3BUTHE
XapakTepHOro (H)eHOTHIIA OTBEYAEeT IWCTANBHBIA PailOH IMHHOTO
mieda xpoMocomsl 21, a umenHo cermeHT 21q 22. Ilpeanonarator,
YTO KJIKOYCBasd pOJib B BOSBHUKHOBCHUN yMCTBeHHOﬁ OTCTAJIOCTU IIpU
cuaapome [layHa NpUHAAIEKUT YBEIUUCHHUIO J03bI reHa (pepmeHTa
CYIIEPOKCHIINCMYTa3bl, TeH JOKalu30BaH B obOmactu 21q 22.3.
Hawub6onee gacto (mpumepro B 80 % cirydaeB) HEpacXoKICHHUE XPO-
MOCOM IIPOUCXOOHUT BO BpEMA IICPBOTO MENOTHYECKOTO JCIICHUA,
npudeM, B 2/3 cityyaeB B )KEHCKUX MOJOBBIX KJIETKAaXx.

Bonpabie CJ] wMeroT HekoTOphie 00ImMe Mopdorormueckue
4yepTsl. OHU O0JIBIIEe TOX0XKH OJIMH Ha APYroro, 4eM Ha CBOMX POJIU-
Tenel. Y HUX Kpyrjas rojioBa C YIUIOIIEHHBIM 3aTBIJIKOM, CKOLICH-
HBIM Y3KUM .]'I6OM, IIJIOCKUM JIMIOM, KOCBIM, MOHT'OJIOUIHBIM paspe-
30M TJia3, TOJCTHIMU Ty0amH, NIMPOKHM YIUIONICHHBIM SI3BIKOM
¢ TITyOOKOH TIPOJONMBHOM 00p03/10ii. YIITHBIC PAaKOBUHBI YMEHBITICHBI
B BEPTHKAJIHHOM HAMpaBlCHUU C Mpupocieil Moukoi. OTMeuaeTcs
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HENpaBWIBHBINA POCT 3y0OB, BHICOKOE HEOO, HU3KHI POCT, pyMsHEll
Ha IIeKaX, HA3Kas TpaHMLia POCTa BOJIOC Ha IIee.

OTMevaroTcsi M3MEHEHHsST CO CTOPOHBI BHYTPEHHHX OpPraHOB,
ocobenHo cepama (53 %), numesapuTenbHoro kKanana (15 %). Yacto
BCTPEYAIOTCSI KOMOMHUPOBAHHbIE MMOPOKH Pa3BUTHS Pa3IMUHBIX Op-
TaHOB U CHCTEM, BPO>KJICHHBIEC YPOACTBA.

VY ManeHbKHX JAeTei pe3Ko BbIpakeHa TMIOTOHUS, M3-3a Yero
B JIe)KaueM TOJOKEHUH >KUBOT MPHHUMAET (POPMY <«JISATYIIAubETo».
XapakTepHoe M3MEHEHHE KOHEUHOCTEH: YKOPOUEHHE U pacIlupeHue
KucTeH, crom (akpomukpus). Ha mamonu — ogHa momepednas 60po3-
na (4eThIpexmanbIieBas).

B pamyxHo#t o0onouke rita3 oTMedaroTcs Oenble odard (TsTHA
Bpymdunbaa), koTopble ¢ BO3pacToM CTAaHOBSTCS MEHEE 3aMETHBIMH.

HaGmromaeTcst riryOokasi yMCTBEHHAs! OTCTAIOCTh — OT UMOCIH-
anpHocTH (1Q 21-51 6amm) mo unuotnu (1Q 0-20 6annos). [Ipu cun-
npome [layHa xo3ddunmeHT WHTeNseKTa KojieOneTcs B TpaHHIax
20-60 6ammoB, cpeaane 3HaueHus — 40—50 6amtoB. OHU MOCITYIIHEI,
MOBBIILIEHHO BHYILIAEMBI.

MHorux 6OHBHLIX MOKHO HAaYy4YUTh YUTATh U NIUCAaTh, Y HUX HEC-
IJIOXO Pa3BUTa CIOCOOHOCTh K TOApaKaHUI0. XOopoliasi MaMsiTh Ha
TMONeH, My3bIKy, cuTyanuu. OTCYTCTBYIOT MAaJeHINHNe TOIBITKA
K a0CTparupoBaHUIO.

Ilpu uccnenoBaHMM MO3ra HOTHOIIMX OTMEYAIOT €ro Heaopas-
BUTOCTb, IUIOXYIO BBIPAXEHHOCTh 00p034 M M3BWIMH. JKeTymouku
MO3ra 4acToO HEAOPA3BUTHI, IIOJOCTU HUX YMCHBIICHLI. HepBHLIe
KJIETKH HEIOCTATOYHO TuddepeHnnpoBanbl. Hapymensl nporecch
MUCIIMHNU3allU I'OJIOBHOTI'O U CIITMHHOT'O MO3Tra.

B menom, mpogoKMTENBHOCTD KU3HH OOJBHBIX COKpAalleHa.
[Tpumepno 31 % GONBHBIX YMHUpAEeT B KOHILE MEPBOIO rofia >KU3HHU,
46 % — B xoHLE TpeTbero rojga. CuuTaroT, OAHAKO, YTO KpaiiHUE 3Ha-
YCHHUA MPOAODKUTECIIBHOCTH XKU3HU [JII HUX HE 6yllyT 6OJ'IBIHI/IMI/I,
OHH peaKo AokuBaroT 1m0 40-metHero Bospacra. IIpemmomaraercs,
4TO OOJNBHBIE ¢ cHHAPOMOM JlayHa cTaperoT OpIcTpee, Y4eM HOpMallb-
Hble moau. CMepTh 4acTo HACTyMaeT OT CepACYHON HEAOCTaTOYHO-
cTH, MH)EKUHUH, a B psAAe CllydyaeB — OT OHKOJIOTHYECKHX 3a0o0ieBa-
HUU, TIPEK]IE BCETO, JCHKEMUN.

B OonbIIMHCTBE CllydyaeB B CEMbE PETUCTPUPYETCS TOJIBKO OIUH
OONBbHOM, B 0OYeHb HEOOJBILIOM YHUCIIE ceMeil HaOMI0aaroTCs OBTOP-
HBIE CJIy9auW pOKIeHUs neteit ¢ 6omnesnpto Jlayna. Kapuorum pomu-
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Tene pedeHka ¢ cuHApoMoM JlayHa, Kak MpaBHIIO, HOPMAaJIbHBIM.
MenunuHackue abopThl U MPEAIECTBYIOIUE OEPEMEHHOCTH, HE BIIU-
SFOT Ha YaCTOTY POXKICHUS OOTBHBIX.

Ipu 6one3nu JlayHa, BRI3BaHHOW TPAHCIIOKAIIUEH, Y OJTHOTO U3 PO-
auterneil 0ObIMHO OTMEYaeTcsl TpaHCIoKauusa 21 XpoMocOMBl Ha OJHY
n3 xpomocom rpymst D (13, 14, 15) wm Ha 22 xpomocomy. [Ipu sTom
PHCK POXIEHUsI OOJBHBIX NETe B AaHHOW CeMbe MOXKET JOCTHIaTh
33 %. I1pu 6ome3nu JlayHa, 00yCIOBICHHON MO3aHITH3MOM, TIOCTICHUIMA
MOXKET ObITh OOHAPYKEH Y OIHOTO W3 POAMTENEH, HO MO3aHLIU3M MO-
JKCT BOSHUKHYTbH U Ha paHHUX CTaUAX ILpO6J'ICHI/IH 3UT'OT.

YcTaHOBIIEHO, YTO YaCTOTa CHHAPOMA YBEIMYUBAETCS C BO3pac-
TOM MaTepu. OMIHMPUYECKUH PHCK POXICHHUA OOJIBHOro pedeHKa
B19nmer—1:1640;40—-41rom— 1 : 84; mocne 45 ner—1 : 31.

B mocneanue roapl mokazaHo, YTO HEPACXOKICHUE XPOMOCOM
MOJKET MPOMCXOANTh M Ipu crepmartorenese B 20-25 % cmydaes).
OcobenHo OombIIoil pruck pokaeHwss pebeHka ¢ OomesHpl0 JlayHa
B CeMbsIX, T1ie OTILy Oonbine 50 met, a matepu 40.

Huarnoctuka 3a0ofieBaHMSl OCYILECTBISICTCS Ha OCHOBaHHMHU
KJIMHUYECKOTO OCMOTpa U aHaju3a Kapuotuna 6oisHoro. [Ipu oOna-
PYKEHUU TPAHCIOKAIIMOHHOW (OPMBI 3a00JIeBaHUSI HEOOXOIUMO
MCIUKO-TCHETUYCCKOC KOHCYJIbTUPOBAHNUEC CEMbBU.

IIpodunaktuka 3a0o0NeBaHUS OCYIIECTBISCTCS HAa OCHOBAaHUHU
JOPOZIOBOM JIMaTHOCTUKH, OCHOBaHHOW Ha YJIBTPa3BYKOBOM H ITUTO-
TeHETHUYECKOM 00cTeIoBaHuM 1oaa. Takoe oOciieoBanue HeoOXo-
IUMO IPOBOJUTH B JIBYX CIydYasx: ecid OepeMeHHas >KEHIIWHa
cTapiue 35 JIeT U eClM Y OIHOTO U3 poAuTeNnel OOJBHOTO BBISBICHA
TPaHCIIOKAIHS C BOBIeYeHHEM 21 XpOMOCOMBI.

Cunopom Ilamay (CII). Yactora Bcrpeuaemoctu — 1:4000-6000
HOBOPOXXKICHHBIX. LuTOreHeTHYeCKn pa3nuyaioT Tpu (QOpMBI: TpU-
comuas (75 %), TpancnokannonHas (20 %) 1 Mo3andHas.

B 1961 r. K. [laTay onncan tpucomuro o 13-i xpomocome. J{ist
CII xapakTepHBl MHO>KECTBEHHBIE BPOXKIICHHBIE MOPOKH Pa3BUTHSA
TOJIOBHOT'O MO3ra M JMLa. JTO NaTOreHeTW4eckas eAuHas Tpyrmna
paHHUX U, CJIEIOBATEIbHO, TSDKEIBIX HapymIeHWH (OPMUPOBAHUS
TOJIOBHOT'O MO3Ta, IIA3HBIX S0JIOK, KOCTEH MO3TOBOM M JIMLEBOW Ya-
creil yepena. OKpPYXHOCTh ueperna OObIYHO yMeHblleHa. JIoO cko-
LIEHHBIN, HU3KUH; IJ1a3HbIe LIEIH y3KUE, IEPEHOChE 3allaBIlee, YIIHbIC
PaKOBHMHBI HU3KO PacIloyIOKEHHbIE U AeopMupoBanHble. TUITHYHBIN
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mpm3Hak CII — sTo pacmenuusl BepxHel TyObl u Heba (0OBIYHO
IBYXCTOpOHHME). OTMEUAI0OTCS TAKKE MOJIU- U CHHAAKTUINSA KHCTEH
W/WIN CTOM, TIOPOKH Pa3BUTHA MOYEK, NOJIOBBIX OPTaHOB U KHIIEU-
Huka. [letn morubaroT B mepBble 3 MecsAla TMOCIE POXKICHUS
(~ 70 %), 95 % morubaroT B BO3pacTe 10 roja, 4Yaiie NOrudarT 10
pOXAeHHUs. DTO HOATBEPKAAETCS IIPU UCCIIEI0OBAHUU KapUOTHIIA IIPU
CHOHTaHHBIX aboptax. [IpuunHa cMepTH — cepaevHas HeAOCTaTOY-
HOCTb, HApyLLICHHUE IbIXaHUs1, THEBMOHHUS.

Cunopom Ioeapoca — tpucomusa no 18 xpomocome. Onucana
k. Oneapacom B 1960 r. 1:3000-7000 HOBOpO)AeHHBIX. Yate ObIBa-
eT y MaJIbuMKOB. XapaKTepHbl MHOKECTBEHHBIC BPOXKIICHHBIE MOPOKH
passutust. Kak u mpu cuaapome [laray, y aerelr HaOmoqaroTcst 60Ib-
[IMe U3MEHEHHUSI CO CTOPOHBI Yeperna M ckenera. Takue JeTH OOBIYHO
POKAAIOTCS IEPEHOIICHHBIMHU, B ac()MKCHH, C AONHXoledaineii, pac-
meruieHneM HeOa u ap. OtMedaercst nedopMalysl MaibleB PyK C Xa-
PaKTepHBIM DPACIIOIOKEHHUEM MajbleB (BTOPOH Manel INepeKphIBacT
TPEeTHH, a MATBI — YETBEPTHIi), YIUIOIIEHHE CBOJIA CTOIIBI (M3-3a YEro
croma umeeT (OpMy KadaJIKu), MAJIbIEI HOI U PyK yKopodeHbl. Koxa
OYeHb MOJBIKHA, 00pa3yeT CKIaaku. BeipakeHbl nedeKTsl BHYTpPEH-
HUX OPraHoB (cepia, MUIIEBAPUTENFHOr0 KaHaita). MallbuuKy 1oru-
0aloT BCKOpE TOCIIE POXKACHHUS, IEBOUKH YKUBYT J0 TO/Ia.

B mocnennue roapl onucansl Tpucomuu 1o 3, 8, 9, 10, 14, 16,
20, 22 xpomocomam. OmmcaHbl y CIOHTaHHBIX aboptycoB. Kak u
CIIEZIOBANIO OXKUJIATh, 3TH BEChbMa PEJKHE XPOMOCOMHBIC aHOMAJIMH
BBI3BIBAIOT TSDKENbIE M KOMIUIEKCHBIE MOPOKU pa3BUTHS. OTKpBITHE
8, 9, 22 cUHIPOMOB CBSI3aHO C OCBOeHHEM JuddepeHInaNIbHON
OKPACKH XPOMOCOM.

3.4. T'oHOCOMHBIE CHHIPOMBI

T"onocomubIe CUHIAPOMBI O6YC.HOB.HCHI)I NU3MCEHCHHEM KOJINYEC-
CTBa IOJIOBBIX XPOMOCOM.

Mexay X-XpOMOCOMHBIMH M ayTOCOMHBIMH AHEYIUIOMIUSIMU
OTMEueHBI cepbe3Hble paznuuus. [Ipu X-XpOMOCOMHBIX aHEYIUIOH-
OUAX YMCTBCHHOC pPasBUTHEC B CPEAHEM XOTSA W HWXKXE HOPMBI, HO
aHOMaJIMH Pa3BUTHUS MO3Ta BBIPA)KEHBI HE CTOJIb OTYCTINBO, KaK IPH
aHOMaNUAX ayTocoM. MHorme nmpoOaHAbl UMEIOT HOPMAJIbHOE yM-
cTBeHHOe pasBuTHe. (DeHoTUNMHYECKHe HapYIICHUS 3aTparhuBaioT
B OONbLICH CTENEHN Pa3BUTHE MOJIOBBIX OPraHOB M TOPMOHO33aBHCH-
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MBI pocT. Habnromarorcs m apyrue MOPOKH Pa3BUTHS, OCOOEHHO
npu cuHiapome TepHepa, HO BCTpeUyaloTcs OHHM PEKe W M0 MacIITa-
0aM MeHee TsKeTbIe.

OOpscHEeHNE, 0-BUJUMOMY, COCTOUT B TOM, YTO B HOPME KCH-
LIMHA UMEET /IBE, @ MY)KUMHA TOJBKO OIHY X-XpOMOCOMY, B CBSI3U
C YeM B IBOJIOIMHU C(HOPMHUPOBAIICS MEXaHU3M KOMIIEHCALUH Pa3iIu-
YHii B J103€ T€HOB, CIEIUIEHHBIX ¢ X-XPOMOCOMOH. DTOT MEXaHU3M
okazaincsi GakTopoM, OJIAarONPHUSTCTBYIOLIMM HOCHUTENSIM X-XpOMO-
COMHBIX aHEYIIJIOUIU.

3.4.1. CuHaApOMBI ¢ MYKCKUM (PEeHOTHIIOM — 3TO CHHAPOM TIO-
JIMCOMUU 10 X-XPOMOCOME U CUHAPOM MOJTHCOMUH IO Y -XpPOMOCOME.

CHHAPOMBI MOJMCOMHH MO X-XPOMOCOME OOBEIUHEHBI OOIIUM
Ha3BaHUEM — cuHOpom Knaiinghenvmepa, KoTOpHIA BKIIOYACT Clie-
NYIOIIHE [IATOTEHETUIECKUE BaPHAHTHI:

— xapuortut: 47, XXY — «kmaccudeckas (popMay; COCTaBISCT
80 % ciyuaeB cuHIpoMa; gacTota B omysiuuu — 1:500-700 myxuns,

— Ha ocrtaBmuecs 20 % ciyyaeB MPUXOAATCS KapuoTumbl: 48,
XXXY (Bctpeuaercsi kpaitHe penko — 1:2500 wmyxuwmn); 49,
XXXXY — rnybokass yMCTBEHHasi OTCTaJOCTh, CUJIHOE HEJAOpa3BU-
THE TIOJIOBBIX OPTaHoOB W JIPYrHe TOPOKH pa3BUTHs. Bcerpedaercs
oueHb peaKo (1:25 Teic. MyX4HH));

— BapuaHTHI MO3an4yHOI QopMbl cuHapoma: a) 46, XY /47, XXY;
0) 45, XO /46, XY / 47, XXY; B) 46, XY [ 46, XX | 47, XXY.

@DeHOTHI BKIIOYAET TPHUAAy NMPHU3HAKOB: TMHEKOMACTHS, aTpo-
(U WM TUITOTUIA3US TECTUKYI U OECILIONE.

Beitienaspansblil cunapomM onucad Knaiingenstepom B 1924 r.
KaK CHHPOM TMEPBUYHOTO MY>KCKOTO TUIIOTOHAM3Ma (Kapuotut 47,
XXY). B kierkax OyKaJbHOTO 3IUTENNs] 0OHAPYKEH MOJIOBOM Xpo-
MaTHH, KaK y HOPMaJIbHBIX KeHIIMH. [0 JOCTIKEHHS TOJIOBOH 3pe-
JIOCTH CUHAPOM MOXeT ObITh He 0OHapy>keH. [Ipu mojgoBoM co3peBa-
HUHM OTMEYAIOT TMPH3HAKH €BHYXOHJHOCTH. Y OOJIbHBIX HEJIOPa3BUTHI
MOJIOBBIE KeJe3bl MPU XOPOIeM Pa3BUTHU TOJIOBOTO WICHA, OTCYT-
CTBYET PAaCTUTEIBHOCTh Ha JIHIIE, BHIPAYXKEHA THMHEKOMACTHS, OTJIO-
KEHUeE JXupa Ha Oelpax 1o jKEHCKOMY THIy. bonbHble 0OBIMHO BBI-
COKOTO pOCTa 3a CYET YIUIMHEHHBIX KOHEYHOCTEW, POCT BOJIOC Ha
JI00KE TI0 KEHCKOMY THITY, BBICOKHI TOJIOC.

[Ipu rucrosoruyeckux MCCIEAOBAaHUAX OTMEUYEHA CKIIEPOTH3a-
LUl CEMEHHBIX KaHAJbIIEB U IpYIHe OTKIOHEHUs. becniooust u3-3a
OTCYTCTBHS CIIEpMaTOreHe3a.
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JleOmmpHOCTE BBIpaKEHA B pa3HOl cTerneHu. Yem OobIre X-XpoMo-
COM B KapHOTHIIE, TeM OOJbIlIe BBIPAKCHBI CHUMIITOMBI 3a00JI€BAHUS
U CTENEHb IeONITBHOCTH.

Takue et OOBIYHO POXKAAIOTCS Y MOKWIBIX MaTepe ¢ HOp-
MaJIbHBIM KapuOTUIIOM. bosIbHBIE HE OCTABIISAIOT IOTOMCTBA.

Cunopom nonucomuu no Y. Beaessror cinenyronye IuTorexHe-
TUYECKUE BapwaHThl jgaHHoro cuuapoma: 47, XYY (uwactorta —
1:1000); 48, XXYY; 49, XYYYY (penxue).

Kapuotumn 47, XYY (mucomus mo Y). Omnucad Kak y peHOTHITH-
YEeCKH 3[0POBBIX MYXYHMH, TaK U Yy MYKYMH C THUIIOTOHATU3MOM,
KpUNITOPXHU3MOM, YMCTBEHHON OTCTAJIOCTBIO U Pa3BUTON MYCKyJNaTy-
poti. HecbamaHCHpOBaHHOCTh TIO TIOJIOBBIM XPOMOCOMaM MPUBOIUT
K 0COOCHHOCTSIM Pa3BUTHSI HEPBHON CHCTEMBI, CHI)KEHHIO HWHTEI-
JIEKTa, YTO MOKET ABUTHCS MPUUMHON arpeCCUBHOCTH U KPUMUHAIIb-
HBIX TTOCTYTIKOB.

CreneHb YMCTBEHHOH OTCTaJOCTH YBEJIWYMBAETCS C YHCIOM
Y-xpomocom.

B kauecTBe sKcmpecc-MeTOAa OUArHOCTHKH JOIOJHHUTEIBHON
Y -XpOMOCOMBI HCCIEAYIOT OYKKaJIbHBIH COCKOO C MOMOIIBIO JIFIOMU-
HECIIEHTHON MuKpockonuu. OOHapyXeHHe JBOMHOro Y-XpoMaTHHA
TOBOPUT O JIMIIHEH Y-XpOMOCOME.

3.4.2. CHHAPOMBI € 5KeHCKUM (eHOTHIIOM

Cunopom nonucomuu no X-xpomocome, Uil CUHIPOM TPUILIO-
X (xapuotun: 47, XXX), BcTpedaercs ¢ gactotoit 1:770 y HOBOpOxK-
JEeHHBIX JieBodek. OH mpoTekaeT 0ECCHMITOMHO B PaHHEM JETCKOM
BO3pacTe M TPYAHO BBIABISETCS (B OCHOBHOM IIPH MaccoBOM obcie-
JIOBaHUH HOBOPO>KIEHHBIX).

B moapocTtkoBOoM Bo3pacTe y N€BOYEK HMHOT/Ia HaONIOAroTCs
HapylIeHNe MEHCTPYaJIIbHOTO KA, YMEPEHHAs! YMCTBEHHAsI OTCTa-
710CcTh. DEHOTUIMMYECKUX W3MEHEHUH MOXKET U HE OBITh, MMOCKOJIBKY
nBe X-XpOMOCOMBI CHHPAM30BaHBl U MPEICTAaBISAIOT cO00W MOJIO-
BOH XpoMaTHH. MOT'YT UMETH 310pOBOE TOTOMCTBO.

OmnmcaHpl CUHIPOMBI TOJUCOMHH, BKIIOYAIOMHUE OT 7 0
12 X-xpomocom (48, XXXX — ¢u3nyecku HOpPMAIIbHBIC, PEIKHIA;
49, XXXXX — Tspkenmas yMCTBEHHas OTCTalloCTh, penkuil). [lpu
9TOM HaOJIIOJaeTcsl IpsiMasl CBA3b YMCIa XPOMOCOM C TSDKECTBHIO
KIMHAYECKHUX MPosBiIcHUN. YeM Oobine X-XpoMOCOM B KapHOTHIIE,
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TeM OOJIbIle BRIPAKEH AePEeKT YMCTBEHHOTO Pa3BHUTHSA, a TAKKE U3-
MeHeHUs ¢eHoTHna W TojoBoW wHGaHTHIM3M. [lpm KapwoTume
48, XXXX netv MaJoKU3HECIOCOOHBI U PAHO YMUPAIOT.

Cunopom noanoiu monocomuu no X-xpomocome. Cunopom
Hlepewesckozo—Tepuepa. Kapunotun 45, X0; 1:1400 HOBOpOXACH-
HBIX JIEBOYEK.

H. A. Illeperreckuii (1925 r.); X. X. Tepuep (1938 r.); I'. K. ®opx
(1959 r.) ycraHOBHIIH, YTO Yy 3THX OOJBHBIX HMEETCS TOJBKO OJHA
X-xpoMocoma.

LluToreHeTn4ecKy BBIACTSIOT 6 BAPHAHTOB CHHAPOMA!

— xapuotutt: 45, XO — «kimaccudyeckuil Bapuant» (55 % Bcex
CIIy4aeB);

— mozamku: 45, X0/46, XX; 45, X0O/47, XXX; 45, X0/46,
XXI47, XXX (10 %);

— u3oxpomocoma: 45, X0, iso(X) — 20 %j;

— nenenwst: 45, XO, del (X) — 5 %;

— xomblieBast xpomocoma: 45, XO, r(X) — 5 %;

— JIpyrue BapuaHThl win kapuotumbsl: 46, XY; 46, XO/XY; 46,
XO/XYY.

B nociienHeM cirydae U3MEHEHa UMEHHO Y -XpOMOCOMa, B KOTO-
poii B pesynbraTe MyTanumu ytpaueH ren SRY (Sex-determining
Region Y).

Huskuii poct, aHoManuu MOJIOBBIX OPTraHOB, HEJIOPA3BUTHI MaT-
Ka U SWYHUKH, TOJOBOH MH(AHTUIN3M. MeCSYHBIX HEe ObIBACT HIIH
OHH OJTHOKPATHHL. [ py/THBIE KeNe3bl OTCYTCTBYIOT, HA X MECTE WHO-
I7la ONPENeNAIOTCS CKIAJKH XKUpa. YIIHBIE PaKOBHUHBI 1e(OpPMHUPO-
BaHbI, PACIIONIArAIOTCsl HU3KO, IIIesl KOPOTKas, TIo ee O0KaM OTMedaeTcst
IIMpOKasi KOXKHasi ckiajka. OTMeYaroTcs M3MEHEHUS CO CTOPOHBI
BHYTpeHHUX opraHoB. Poct npekpamaercsa B 15—18 net. MHTEMIEKT
HapyIeH Majo WM BooOlle He cTpajgaer. Pe3ko CHUKEHO BhIJelie-
HUE SCTPOT'CHOB, MOBBIIIEHA YKCKPEIHSI TOHAIOTPOIHHA.

[Ipu poxkneHnn He Bcerza BO3MOXKHO YCTaHOBHUTH TPaBHIILHBINA
quarHo3. Yacto poXKHaroTcsi HEJIOHOUIEHHBIMH C MajbIM POCTOM.
OOBIYHO AMArHO3 YCTAHABIMBAETCS MO3XKE, KOT/Ia HabII0IaeTcst OTcTa-
BaHWE JICBOYKM B POCTE U MOJIOBOW MH(MAHTHIM3M. BaskHehmmm ams
JOUAarHOCTUKHU SIBJISIETCSA MCCIIEAOBAaHUE MOJIOBOIO XpoMmaTnHa. Eciu
ero He 0OHapy’>KMBaIOT, TO 3TO CBUIETEIHCTBYET O MOHOCOMHUU IO
X-xpomocome. [Ipu mozaunmzme 46, XX/45, X0 MOryT ObITh MaTEPSIMH.
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Bozpact ponuteneil ponu He urpaer. Ho waie poxxaarores y po-
JUTENe HU3KOTO POCTa C HOPMAJbHBIM KapHOTHUIIOM. «BHUHOBHBIMIDY
MOT'YT OBITh KaK MaTh, Tak 1 oTell. [IpruanHON MOTYT OBITH HH(EKIIMOH-
HbIE OOJIE3HU BO BpeMs OEPEMEHHOCTH, HAllPUMED, KPacHyXa.

3.5. CuHapoMBI, CBSI3aHHBbIE CO CTPYKTYPHBIMH aHOMAJIHSI-
MH ayTOCOM

Cunopom «xowauvezo Kkpukay. Yacrora cunapoma — 1:40000-
50000.

Cpenu nereil ¢ 3aiepkkoil ymcTBeHHOTO pasButus — 1:350.
Onwucan Jlexxen B 1963 1. DTOT JIeCIIMOHHBIN CHHIIPOM 00YCIIOBJICH
JeTIenuelt KopoTKoro mieda xpomocomsl 5 (del 5 p-). [Ipyrumu cio-
BaMH — 3TO YaCTUYHASh MOHOCOMHS TI0 KOPOTKOMY ILIEYy XPOMOCO-
Mol 5(del 5-).

[uToreneTnyeckn B OONBIIMHCTBE CIIy4aeB BBISBIACTCS JAelie-
us ¢ yrparoit ot 1/3 1o 1/2 miawHBI KOPOTKOTO TIeYa XPOMOCOMBI 5.
[oreps Bcero KOpOTKOTo Iuie4Ya WM, HA00OPOT, HE3HAUYUTEIHLHOTO
yJacTka BCTpedaercsi penko. s pa3BUTHS KIIMHUYECKOW KapTHHBI
CHUHJIpOMa 5p— MMeeT 3HaueHHe He BeIMYMHA yTPaueHHOTO yJacTKa,
a KOHKPETHBIH (parMeHT XpOMOCOMBI. 3a pa3BUTHE TOJHOTO CHH-
ApoMa OTBETCTBCH JIMIIb HE3HAYNTEIILHBIN Y4aCTOK B KOPOTKOM
iede xpomocomsl 5 (5p15.1-15.2). IloMmumo npocToit Aenenu, mpu
9TOM CHUHIAPOME O6Hapy)KeHBI " Ipyrue€ mUTOr€HETUYCCKUE BapruaH-
TBI: KOJBIIEBag XpoMocoma S5 (C Jenernueil COOTBETCTBYIOIIETO
y4acTKa KOPOTKOTO IIJIeda); MO3aWIM3M TI0 JIENENHHN; PEIUIPOKHAs
TPaHCIIOKAIMA KOPOTKOTO TIJIeda XPOMOCOMEI 5 (C moTepel KpuTuie-
CKOT'0 y9acTKa) ¢ IPYTrod XpOMOCOMOH.

Knunuueckas kapmuna cunopoma 5p-. Kpome OOBIMHBIX MpH3HA-
KOB ayTOCOMHBIX 3a001eBaHuii (001IIee OTCTaBaHUE B Pa3BUTHH, HU3KUH
BEC, YPOJICTBA Pa3BHTHsI, MUKPOLICQaNHs, KOPOTKas IIesi, YeThIpexIa-
JIOCTh, CEPAECYHO-COCYANCTHIC HAPYIICHNUS), Y 9TUX JETeH HMEIOTCs Te
WJIM MHBIE U3MEHEHHMS] MO3rOBOM YacTH 4eperia U JIMIa: JIyHooOpa3Hoe
JIMLO, MUKpoLeaus, THIePTeNIOpU3M, MUKPOT€HHS, SIHUKAHT, aHTH-
MOHTOJIOW/IHBIN pa3pe3 TIia3, BbICOKOe HEDO, IUIOCKAs CIMHKA HOCA.
ViHbIe pakoBUHBI Ae()OPMUPOBAHBI U PACTIIIOKEHBI HU3KO.

Knununueckas kapTuHa CUHApOMa Sp— JOBOJIBHO CUIIBHO pa3iiu-
YaeTcsl y OTACIBHBIX OONBHBIX 110 COYETAHUIO BPOXKICHHBIX TOPOKOB
pa3BuTHs opraHoB. HamOonee XapaKTepHBIH NPHU3HAK— «KOILAYHN
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KpUK» — OOYCJIOBJIEH M3MEHEHHEM TIOpPTaHU (Cy)KEHHE, MATKOCTb
XpslieH, yMEHbIICHHE HaArOpTaHHHKA, HEOOBIYHAS CKIaq4aTOCTb
CIIM3UCTOHN 0000uKH). BenencTBie anHoManuu pa3BUTHS TOPTaHU UX
U124 HAIIOMUHAET MAYyKaHbE KOLLIKH.

BrIpaXeHHOCTh OTAEIBHBIX MPU3HAKOB M KIMHUYECKOW KapTH-
HBI B LIEJIOM MEHSIETCS C BO3PAcTOM. Tak, «Komaduil KpUK», MbIlIey-
Hasl TUIIOTOHUS, JTYHOOOpa3HOE JIMIO C BO3PACTOM HCYE3aI0T MOYTH
MOJTHOCTBI0, 8 MUKpoLedans BBIBISETCS 00jiee OTYETINBO, CTAHO-
BATCS 3aMETHEE TICHXOMOTOPHOE HEAOPa3BUTHE, KOCOTIIa3HE.

ITponomKUTENBHOCTD KU3HU OOJNBHBIX C CHHIPOMOM Sp— 3aBH-
CHUT OT TSDKECTU BPOXKICHHBIX MOPOKOB BHYTPEHHHMX OPraHoB (0CO-
OCHHO cepAala), BHIPAKEHHOCTU KIMHUYECKOW KapTHHBI B LIEJIOM,
YPOBHSI MEIUIIMHCKOW MOMOILM U MOBCEAHEBHOM XHU3HU. BoJsblinH-
cTBO OOJIBHBIX YMHUPAIOT B MEpBbIe To1bI, 0KosIo 10 % OONBHBIX J10-
cturatoT 10-meTHero Bo3pacta. VIMEIOTCS €IWHUYHBIC OIMCAHUS
00BpHBIX B Bo3pacte S0 JeT u crapiie.

Bo Bcex ciydasx OONBHBIM M UX POAUTENSAM IIOKa3aHO LIUTOre-
HETHYeCKoe 00ciIeJ0BaHMeE.

Takum 00pa3oMm, B pe3ysibTare MU3y4eHHS] XPOMOCOM 4eJIOBEKa
Y XpOMOCOMHBIX O0Jie3HEH B COBPEMEHHOW MEIWIIMHE CIOXKHUIOCH
yUeHHE O XpPOMOCOMHOI maTtonoruu. /laHHOe HampaBlieHHE B MeJH-
LMHE BKJIIOYAET HE TOJIBKO XPOMOCOMHBIE OOJIE3HH, HO U ITaTOJIOTHIO
BHYTPUYTPOOHOTO Tepuoja (CHOHTaHHBIE a0OPTHI, BBHIKHUJBIIIN),
a TaKKe COMATHYECKYIO IAaTOJOTHIO (JIEMKO3bI, JiydeBas OOJIE3HB).
UmMcno ONMMCaHHBIX THIIOB XPOMOCOMHBIX aHOMAIUH MPHOIHKaeTCs
k 1000, u3 HUX Oonee 100 hopM UMEIOT KIMHUYECKH OYEPUCHHYIO
KapTHHY U Ha3bIBAOTCS CHHAPOMAaMHU.

3.6. IluToreneru4ecknue MeTOABI JJA0OPATOPHOIT THATHOCTH-
KM HACJIeJACTBEHHBbIX 3200/1eBaHUI YeI0BEeKa

[{uroreHeTryeckre METO bl HACIICICTBEHHOM MTATOJIOTHH YelIOBeKa
MPUMEHSIOTCSI HAa BTOPOM dTare JUarHocTuk. Haunbonee pacnpoctpa-
HEHHBIM METOJIOM IMTOT€HETUYECKOW JTMarHOCTUKH SIBISIETCS METOJ]
MeTadazHOro aHaIM3a XpOMOCOM, KOTOPBIi ITO3BOJISIET IPOBECTH KapH-
OTHITMPOBAHUE M IMTOTCHETUYECKUI aHAIN3 XPOMOCOMHOro Habopa
npoOaH/a, ero OOJBHBIX M 30POBBIX POACTBEHHUKOB.

B Hauvazne 80-x rogoB OOJBITIOE pacpOCTPaHEHUE MTOTYIHIT Oolree
UH(OPMATUBHBIN METOA — aHaIN3 IpoMeTadasHbIx XpoMocoM. [Ipome-
TadazHBIi METOJI BBISIBIJI CYIECCTBOBAHHE MHUKPOXPOMOCOMHBIX MYyTa-
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LUil: MUKpOJENEUUil, MUKPOAYIUIMKAMMI, NapaleHTPUUECKUX HHBEp-
CHI, JISKAIINX B OCHOBE Psa HACJICICTBCHHBIX OOJIC3HEH.

AHanu3 KapuoTuma MpoBOIAT B KYJIbTYpe ACISAIIMXCS COMATH-
Yyeckux KieTok. Hanbomnee 4acTo MCMONMB3YyIOT KYJIBTYpYy KIIETOK Ie-
pedeprudeckoil KpoBH, IPEKIE BCETO JIMM(OIHUTOB, KOCTHOT'O MO3Ta
u ¢ubpodnactos. [ aHamM3a KapHOTHNA IO MCIIONB3YIOT pas-
JINYHBIC KJICTOYHBIC KYJIbTYPHI; MX BBIOOP ONPEICISETCS CPOKOM
O6epemeHHOCTH (110 12 Heme s — UCTIONB3YIOT KIETKH BOPCHH XOPHO-
Ha, B 0oJiee TO3/IHHWE CPOKH — KIIETKU IUIOJNA, BBIICTICHHBIE U3 aM-
HUOTUYECKON KUJIKOCTH, ITyITOBUHHON KPOBU U IJIAIICHTHI).

[utoreHeTnueckuii aHaliu3 BKIIOYAET TPU OCHOBBIHX JTama:
KyJIbTHBHPOBaHUE KJIETOK; OKpacKa IperapaTa; MHKPOCKOITHIECKHHA
aHaJIu3 Mpernapara.

Kynsmueuposanue. O0pazen] NIOMEIAIOT B MUTATEIHLHYIO COJIe-
BYIO Cpeny ¢ J0OaBIIEHHUEM IEIbHOW CHIBOPOTKH KPYITHOTO POTaTOro
cKkoTa 1 Oenka 000OBBIX pacTeHW — (PUTOTeMAaITIIOTHHHHA, CTUMY-
JIUPYIOIIETO Mpolecc AeleHus KieToK. s yBenudeHus yucia Me-
Taa3HbIX KIETOK (KapHOTHI M3YYaroT B MeTaa3HbIX KIIETKaX, I/Ie
XPOMOCOMBI JIOCTUTAIOT HAaWOOJNBIIEH ClUpalu3aliid U Hauboiee
YeTKO MposBiisieTcs ux Gopma) 3a 1,5 yaca 10 OKOHUAHHS KYJIbTHBH-
poBaHMA B KyibTypy BBOAAT KonxuimuH (C22H25NO0O6), xoTopsrit
paspymiaer KIETOYHOE BEPETEHO, NMPUOCTAHABJIMBACT JCIIEHUE KIle-
TOK Ha cTajuu MeTadasbl U yBEIWYHBAET KOHJCHCAIMIO (CITUpPAITH-
3aruio) xpomMocoM. OOBIYHO KYJTHTUBUPOBAHUE COCTABISET 72 yaca.
[Tocrne 3TOro KIETKH OTAEINSIOT HEHTPU(GYTUPOBAHUEM H ITOMEIIICHHU-
€M B THUITIOTOHUYECKUN PACTBOP XJIOPUA KaJlUsl WIIA ITUTpaTa HATPHSL.
B runmoTonmveckoi cpene MpOMCXOTUT Pa3phbiB AAEPHON 00O0TOUKH
1 MEXXPOMOCOMHBIX CBSI3€H U XPOMOCOMBI CBOOOTHO TepeMenaroT-
Csl B LIUTOILIa3My. 3aTeM MPOU3BOIUTCS (hHUKCAIUs KIETOK B (puKca-
tope Kapnya (3:1): 3 gactu coctaBisier 96 % STHIIOBEII CIUPT peK-
tudukar, 1 9acTh — JesgHas YKCyCHasi KUCIIOTa.

Ilocne ¢uxcannu KIETOUHYIO CYCIIEH3WIO pacKamblBalOT Ha
00e3)KUPEHHBIC, OXJIAXKICHHBIC BIIAXKHBIC MPEJIMETHBIC CTEKIIA U BbI-
CYLIMBAIOT Ha BO3yXE.

Okpacka. Hanbomnee mpocToil METOJ OKpacku XpOMOCOM — 3TO
CIUTOIIHAs OKpacka 1o ['um3a. CrutoniHas Okpacka MPUMEHSETCS IS
OTIpEe/IETICHHS] KOJIMYECTBA XPOMOCOM, BBIABIICHUS TEHOMHBIX MyTa-
MM ¥ aHEYTUIOUTUH.
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st BBISIBIIEHUST CTPYKTYPHOM TIEPECTPOHKHA XPOMOCOM (XpOMO-
COMHBIE MYyTalll{) HWCIONB3YIOT UG (hepeHINaTbHYI0 OKpacKy,
B pe3yJibTaTe KOTOPOH XPOMOCOMBI MPHOOPETAIOT MOMEPEYHYI0 HC-
YepueHHOCTh. PacnonokeHne W JIMHA TEMHBIX M CBETJBIX II0JIOC
CTPOTO MHIMBHUAyaIIbHA IS KaXK0W XPOMOCOMEI, OJlarofapsi 3ToMy
MOXXHO TIPOBECTH OoJyiee TOYHYIO WACHTU(UKAINIO TOMOJIOTHIHBIX
nap ¥ BBIBUTH EPECTPOHKH XPOMOCOM.

Haunbonee sddextuBen G-meron muddepeHIHaT-HOTO OKpa-
muBaHus. [J1g 5TOro MOXKHO MCIIONB30BaTh KpacUTenh | MM3EI mocie
MpeaBapuTeNIbHON 00paboTKH XPOMOCOM PacTBOPOM TpulicuHa. [Ipu
TaKOM OKpaIlMBaHWU KOJIUYECTBO IMOJOC HA XPOMOCOMAax B MeETa-
¢aznpix mractuakax gocturaer 400. Hms audokpacku MCTIONB3YIOT
takke R-merom, u Q-meron. Ilocime okpacku OOBEKT 3aKIIOYAIOT
B Kananckuii 6ajib3am, mpenapat CTAHOBUTCS MIOCTOSHHBIM M MOXET
XPaHUTBCS TECSATKH JIET.

HpaKanecRne 3aaHUd U YKa3aHUA 10 UX BBINIOJIHCHUIO

3aoanue 1. JlenBepckasi Kaaccuukanus XpoMOCOM YeloBeKa.

Lenv pabomopl: yromyOUTh W 3aKPEHUTH 3HAHUS KilacCU(UKAINN
XPOMOCOM YEeJIOBEKa.

Obopyoosanue, npubopvl u Mmamepuaivl: PUCYHKH, CXEMBI
u onucanue JleHBepckoi kiaccupuKalum XpoMOCOM UeioBeKa.

Ilpogedenue pabomul: onmcath B Buae TaOmuIpl JleHBEpCKyIO
KJ1acCU(UKAIHIO XPOMOCOM.
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entpo-
I'pynna Howmep naper MEpHBII Pasmeps! u hopma xpomocom
py XpOMOCOM
HHJCKC
1 0,48-0,49 | Camble KpyTIHBIE, METAIICHTPUKH
A 2 0,38-0,40 | Cawmple kpymHBIe, CyOMETAIICHTPHKA
3 0,45-0,46 | Camble KpyITHbIE, METalICHTPUKH
B 45 0,24-0,30 | KpynHsie, cyOMeTaleHTPUKH
Cpennero pa3mepa, METalEHTPHU-
6-12
0,27- ki ¥ cyOMeTaneHTpuKu. [ pymma
C X-xpomo-
0,43 BKITFOUaeT 7 map ayTocoM u X-Xpo-
coma
MOCOMY
Cpennero pazMepa, aKpoleHTpHU-
KH, XapaKTepHa MS)KHHIUBH/TY-
D 13,14, 15 70 0,15 aytbHas BapUaOesIbHOCTh U HaJIMUHe
CITyTHUKOB Ha KOPOTKHX IUIeYax
E 16-18 0,26-0,40 OTHOCHTEIBHO KOPOTKHE METa-
LCHTPHKHU U CyOMETallCHTPHKH
19,20 0,36-0,46 | Hebompbiine MeTalleHTPUKH
21,22 Hebounbime akporienTpuku. Jis
G Y-xpomo- | 0,13-0,33 | ayrocom XapakTepHO HATHYIHE
coma CIIyTHHKOB HE KOPOTKHX ILIeYax

3aoanue 2. U3yvyenue mpenapatra XpoMOCOM HOPMAJIBLHOTO
KapHoOTHIA YeJI0BeKa.

Llenv pabomwei: M3yduTh MOP(OJIOTHI0 XPOMOCOM UEIIOBEKa,
OCBOHTbH METOJIMKY MOJICUETa XPOMOCOM B KJIETKaX KPOBH UEIIOBEKA.

Obopyoosanue, npubopsvl u mamepuaivl. OKpallleHHbIE Tpera-
paTbl KyJIbTHBUPYEMBIX JTUM(OIHUTOB neprudepruuecKoii KpOoBU 4eio-
BEKa; MUKPOCKOII;, TaOJIHIIBI — CXeMa CTPOCHUSI XPOMOCOM U XPOMO-
COMHBIH HabOp 4eJIoBeKa.

IIpogedenue pabomot:

1. C momompi0 MHKpPOCKONa HM3YYHTE TOTOBBIA OKpAIIEHHBIH
npenapat Jumdonuros nepudeprdeckoil kposu. Ilpu maiom yse-
JUYEHUH MUKPOCKOIIA HAIUTe MHTEHCHBHO OKpallleHHbIe MeTadas-
HBIE XPOMOCOMBI (MeTadasHyo MIACTHHKY).

2. Micionb3yst IMMEPCHOHHOE YBEINYEHHE MUKPOCKOIIA, PACCMOT-
pHTE U U3yYUTE XPOMOCOMHBIA Ha0Op OTIENbHON KIIETKU, HaXOAAIICH-
cs1 B MeTadaze. [logcunraiite unciio xpoMocoM, 0OpaTUTE BHUMAHHUE Ha
MOpP(hOJIOTHYECKOE Pa3HOOOpa3ue XpPOMOCOM KapHOTHUIIA YeJIOBEKa.
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O1MmeThTe, YTO KaXKAasi XpOMOCOMa COCTOMT U3 JBYX XPOMATHUIl, COEU-
HEHHBIX MEXIy C000i B 001aCTH HX IIEHTPOMEPHI.

3. Haiinute u 3apucyiite B TeTpaib Mo mape XpoMOCOM, Xapak-
TEPU3YIOILUCS OINPENCIICHHBIM MOP(OIOrHYECKUM THUIIOM, —METa-
LEHTPUYECKHE, CyOMeTaleHTpUYecKrue M akporeHTpudeckue. Ha
PHUCYHKE YKa)KuTe MOP(OJIOTHYECKHIA THIT XPOMOCOMBI U 0003HAYbTE
LIEHTPOMEDY.

3aoanue 3. CoctraBiieHne KapHuOrpaMMbl HOPMAJILHOTO XPO-
MOCOMHOro HaGopa 4ejioBeka mo ¢ororpadgusm (dpoToxonusam)
MeTa(a3HbIX IVIACTHHOK.

Llenv pabomul: MOXY4NTh NPEACTaBICHHE O KJIACCH(DUKALUH
XpOMOCOM YeJOBeKa B IMPOIECCE COCTABICHHUS KapHOTpamMMbl HOp-
MaJIbHOTO KapuOTHUIAa B COOTBETCTBUM C [leHBepcKol Kiaccuduka-
LHAEH XPOMOCOM.

Obopyoosanue, npubopwvr u mamepuaivl: Gororpadun Xpomo-
COM HOPMAaJIbHOTO KapUOTHUIIA YEIOBEKa, MMHIIETHI, N3MEPUTEIH, JTU-
Helku, cxema JeHBepckoi kimaccurukauu XpoMOCOM.

IIposeoenue pabomot:

CocTaBUTh KapuorpaMMy YeJOBEKa C UCIIOJIb30BaHHEM (OTOKO-
nuil xpoMocomMHoro Habopa Ha Oymare. Ilpu BbimosHeHHH PabOTHI
CJIEAyeT UMETh B BHUIY, YTO WACHTU(HKALNS OTAEIBHBIX XPOMOCOM
KapHOTHUIIA YEJIOBEKA B MPOIIECCE €r0 MUKPOCKOITUYECKOTO N3YUEeHHUS
CBSI3aHa CO 3HAYUTEIbHBIMU TPYIHOCTSIMH, HEKOTOPBIE APl XPOMO-
COM IIpH PYTMHHOM OKpAIIMBaHUM BECbMa CXOJHBI 110 MOP(OIOTHH
u pasmepy. [loaTroMy B TIpakTHKEe IUTOTEHETHYECKOTO aHau3a
00BIYHO TIpHOeTaroT K (oTorpadupoBaHnIo MeTada3HbIX TIACTHHOK
B IpenapaTax KIJIETOK, JeJAIINUXCS MUTO30M. B nanpHeimem, nomy-
9B (OTOKONHMIO XPOMOCOMHOro Habopa (Ha Oymare), BBIpE3arOT
M300paKeHHsT OT/IEIBHBIX XPOMOCOM C TIOMOIIBIO HOXHHII, aHAIIU-
3UPYIOT U MOTIAPHO PACKJIAABIBAIOT HA YUCTOM JIUCTE OyMard B COOT-
BETCTBHUU C OOLIETIPUHITON KIacCH(PHUKALMEH, TO €CTh COCTABISIOT
KaprorpaMMy UCCIIelyeMOro HHIUBU/IA.

Jist cocTaBieHus KapruOrpaMMBbI BBITIOTHUTE CIEAYIONTYIO paboTy:

— nmonmyuute (oTorpaduio MeradazHOW MIACTUHKH XPOMOCOM
4eJoBeKa Ha Oymare;

— C NOMOIIBIO HOXKHUII aKKypaTHO BBIPEKbTE KAKIYH0 XpOMO-
COMY KapHOTHUIIA,;
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— muddepeHnupyiiTe OTAEeTbHBIE XPOMOCOMEI TOMAPHO, OIpe-
JeNss UX O0IIre pa3Mephl, pa3Mepbl KaKI0ro IJieda U IeHTpoMep-
HBIN UHJCKC;

— Pa3NOKUTEe XPOMOCOMBI Ha JIUCTE OymMarn B COOTBETCTBHU
C IPUHATON KiaccuUKaImen, IPUKIEHTe W MPOHYMEPYUTE XPOMO-
COMBI Y TIOATIUIIINTE TIOYYEHHYIO KapuorpaMMy, yKa3aB ITOJ HHIUBH-
TyyMa.

3aoanue 4. {uddepennuaibHoe OKpalIMBaHHE XPOMOCOM
4eJI0BEKA.

Lenv pabompi: 03HAKOMHUTBCS ¢ HanboIIee paclpoCcTpaHEHHBIMU
cnocobamu udHepeHInaTbHOTO OKPAIIUBAHUS XPOMOCOM U BO3-
MOXKHOCTSIMM WX TPAKTUYECKOI'O HCIOIb30BaHUA B JTUArHOCTHKE
XPOMOCOMHOM MaTOJIOTUU YeJIOBEeKa.

Obopyodosanue, npubopsvl u mamepuanvl: pororpadhun Xpomo-
COM YeJIOBEKa, OKPAILICHHBIX ¢ HOMOLIbI0 (G-OKpacKu, MUHLETHI, 13-
MepUTeNH, THHEHKH, cxeMa [laprkckoit kmaccuukanum XpoMOCOM.

IIpogedenue pabomol:

1. O3HaKoMbTECH C METOIMKOM M TEXHUKOM G-OKpacKy XpOMOCOM.

2. PaccmoTpHTe 1 IpOaHAM3HUPYITE TOTOBBIE (hoTOKONHMU AU de-
PEHIMATILHO OKPAILIEHHBIX XPOMOCOM C HCTIONIb30BaHHEM G-OKpacKH.

3. CocraBbTe KapuorpaMmy xpomocoM uyenoBeka. [lomyumre
¢dororpaputo G-oKkpalleHHBIX XPOMOCOM UYeJIOBeKa Ha Oymare;
C TIOMOIIIBIO0 HOXKHHII aKKYPaTHO BBIPEXKbTE KAXKIYI0O XPOMOCOMY Ka-
puotuna; nuddepeHunpyiTe XpoOMOCOMBI MONAPHO HA OCHOBE HX
pa3mMepoB, MOPQOIOrUU U 0COOEHHOH MONepeyHON HCUEPUEHHOCTH,
MTOJTYIeHHOU B pe3ynbTare qudpepeHnnarIrHON OKPaCKH.

4. Paznoxute XpOMOCOMBI Ha JIMCTe OyMarn B COOTBETCTBHH
C IPUHATON KiaccupUKayel, NpuKiIelnTe, IPOHYMEpyHTEe XPOMOCOMBI
Y TIOJIIHIIINTE TIOTYYSHHYIO0 KapUOTrpaMMy, yKa3aB M0l HHANBUIYYMA.

3aoanue 5. CocTaBiieHHe U aHAJIU3 KapUMOrpaMM MHIMBUAY-
YMOB ¢ pa3jJH4HBIMH XPOMOCOMHBIMH 00JI€3HSIMH.

Lenv pabomopl: HaAyYINTHCS COCTABISITh U aHAIHM3UPOBATH (POTO-
KapHOTpaMMEBI O0IBHBIX C XPOMOCOMHOM ITaTOJIOTHEH.

Obopyoosanue, npubopvl u mamepuanvl. MHUKpOPOTOrpapuu
mrddepeHInanTbHO OKpAIIeHHBIX XPOMOCOM HMHIMBUAYYMOB C pas-
JIUYHBIMU TPUCOMHSAMH WU MOHOCOMHSMHE; (hOTOM300I0OpasKeHHsT Kapho-
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rpaMM OOJIBHBIX C Pa3HBIMH XPOMOCOMHBIMH HapyIICHHsAMH (aHe-
YIUIOUIUSIMU, XPOMOCOMHBIMU a0eppanusiMu); JIMHEHKY, W3MEPUTEIH;
TaOJIULIBI — KAPUOTHUIT YEJIOBEKA, TCHOMHBIE I XPOMOCOMHBIE MYTaLUH.

IIpogeoenue pabomot:

1. ITo amamornu ¢ 3agaHueM 3, COCTaBhTE KapHOTPaMMBI JIFOICH
C pa3nuuHbBIMU TpucomusiMu (cunzapoms! ayna, Ilatay, DaBaprca,
epemeBckoro—Tepuepa, Knalingenstepa u ap), ucrnonssys (hoTo-
KOIIMHM COOTBETCTBYIOLINX XPOMOCOMHBIX HabopoB Ha Oymare. Bbl-
PEXbTE XPOMOCOMBI U paclpeliesiuTe X B COOTBETCTBHHM ¢ llaprmk-
ckoil kimaccudukaiuen. [IpoaHanu3upyiTe KapUOTHUII, ONPEACIUTES
XapaxkTep MyTalluu, KOTopasi MprBesia K Pa3BUTHIO OOJIC3HH.

2. PaccMotpuTe u mpoaHanmm3upynTe (POTOKONMHUN KapHUOTpPaMM
WHIWBUAYYMOB C Pa3HBIMHA XPOMOCOMHBIMH HapyLICHUSIMH (T€HOM-
HBIMHM U XpOMOCOMHBIMM MyTanusmu). Crenaite BbIBOJ O BO3MOXK-
HOCTH Pa3BUTHsI COOTBETCTBYIOLIETo 3a00JIeBaHUSI B KaXIOM KOH-
KPETHOM CITy4ae.

3. CpaBHHTE KapuorpaMMbl OOJBHBIX ¢ cHHApOoMOoM [layHa, 00y-
CJIOBJICHHBIM TIPOCTOH TpHcoMHuel 21, ¥ ¢ TpaHCIOKAIMOHHOH (hop-
MOM 3TOr0 CHHIPOMA.

4. PaccumnTaiiTe BEpOSTHOCTH MOBTOPHOTO POXKIEHHS OOIHLHOTO
¢ cuHapomoM JlayHa B cembe, B KOTOPOH y OJHOIO U3 POJUTENEH
21 xpomocoMma TpaHCIoIMpoBaHa Ha 13.

3adanue 6. W3ydeHuwe mnpenapaToB XpOMOCOM 4eJI0BeKa
¢ Pa3JIMYHBIMH CTPYKTYPHBIMU MYTAIIHSIMH.

Llenv pabompbl: 03HAKOMHUTBCS C METOAMKOW WCCIIEIOBaHUS
XPOMOCOM YeIIOBEKa C Pa3IMYHbIMU CTPYKTYPHBIMH a0epparusmMu.

Obopyoosarue, npubopul U Mamepuanibl. MEKPOCKOIIBI, TOTOBBIS
OKpallleHHbIE MpenapaThl XpOMOCOM JUM(GOLUTOB MepruepruIecKon
KpPOBH YEJIOBEKa, NIMMEPCUOHHOE MAcIio; TaOJHIBl — KApUOTHIT Ye-
JIOBEKa, XPOMOCOMHBIE MYTAaIlHH.

IIpogedenue pabomot:

1. M3yunte TOTOBBIE OKpAIlIEHHBIE MPENapaThl, HOJTy4YeHHBIE TI0-
ciie O0Jy4eHUs] KyJIbTHBHPYEMBIX JIMMQPOIMTOB YelOBEKa pa3iiHy-
HBIMHU J03aMH HOHHM3HUPYIOIIETO OoOMydeHHs. AHaIU3 IPOBOANTE Ha
HMMEPCHOHHOM YBEIMYEHHH MUKPOCKOIIA.

2. PaccMoTpuTe XpOMOCOMHBIE HAOOpBI OTHENBHBIX KIETOK,
HAMIUTE U 3apUCYHTE B TETPAJh XPOMOCOMBI C PA3ITUYHBIMU THIIAMH
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abeppannii, BOSHUKIINX IO/ BO3JEHCTBHEM MYyTareHHOTO (hakTopa
(XpOMOCOMBI € JICTICIIUSAME OTJAEIBHBIX (PAarMEHTOB, KOJbIIEBbIC
XPOMOCOMBI, PparMeHTUPOBAHHBIE XPOMOCOMBI U JIp.)

3aoanue 7. Onpenenenue MoJOBOI0 XpoMaTHHA B KJeTKaxX
310POBBIX JIIOJ el

Llenv pabomui: HAYYUTBHCSI BBISIBIATH TOJOBOW XpOMAaTHH B
KJIETKaX CIM3UCTON 00O0JIOUKHM POTOBOM MOJIOCTH YEIOBEKA.

Obopyodosanue, npubopvl u mamepuansl. TMPEIMETHbIE H IIO-
KPOBHBIE CTEKJIA, CTEPUIIbHBIE IITIATEH, OIOKCHI C PacTBOPOM Kpacu-
Tens (alueToopcernHa), MUIETKH, MUKPOCKOIIBI ¢ HMMEPCHOHHBIMHU
00BEKTUBAMH, UMMEPCHOHHOE MACJIO.

IIposeoenue pabomot:

ITonmoBoit xpomatuH (Tenblie bappa) siBisieTcs npoagyKTOM Tere-
POXPOMATHHH3AIMHA OJHOW M3 MBYX X-XpOMOCOM HOpPMABHBIX CO-
MaTHYeCKHX KJIETOK OpraHW3Ma >KCHIIWHBI. BwiaBnseTcs B sapax
nHTepda3HpIx kieTok. KonuuecTBeHHBIH yueT Tenen bappa ucnos-
3yeTcsl B IUTOTEHETHYECKOW JWArHOCTUKE T0Jla WHIUBUAYyyMa
Y Pa3IIMYHBIX AHOMAJWHA, CBS3aHHBIX C W3MEHEHHEM HOPMAaJIbHOTO
yrcia X-XxpoMocoM B kapuoturie. [Ipu BeimoiaHeHnn paboTsl cieny-
€T UMEeTh B BHJy, YTO IIPU aHaIM3e JKEHCKOro kapuotumna (46, XX)
TEJNbIIE TTOJIOBOTO XpOMAaTHHa 00BIYHO BhIsABIsiETCS B aapax 20—70 %
HOPMAaJIbHBIX KIIETOK SMUTENHS CIU3UCTOW 000JIOUKM pTa, TOTIa Kak
y JIUI C HOPMAJILHBIM MYXCKHM KapuoTurom (46, XY) oHO oOHapy-
YKUBAETCs O4eHb peko (y MeHee 5 % uccienoBaHHbIX KIeTok). OHa-
KO B MATOJIOTHYECKUX CIydasx (IpH M3MEHEHHH 4uciia X-XpOMOCOM
B KapHOTHIIE 00CIIETyeMOT0) KapTHHA MOXKET CYIIECTBEHHO MEHSTh-
Csi: B Clly4ae TPHCOMHUHM X B COMATHYECKMX KIJIETKAX JKEHIIWHBI BBI-
sIBIIsIeTCs ABa Tenblia bappa, npu cuaapome Lllepemesckoro — Tepuepa
B JKEHCKHUX KJIeTKax TeJblle bappa He oOHapyKuBaeTcs, perucTpupy-
€Tcs TIOJIOBOM XPOMATHH Y MY>KUHH ¢ cuHapoMoM KialiHdenbTepa.

Onpedenenue non08020 XpomMamuna 6 KAemMKax CAUUCHOU
0001104KU pOM OG0Tl NOSIOCHU 300D 0GBIX JII00EIL.

1. [IpurotroBsTE BPEMEHHBIN Mpenapar KJIETOK CIM3UCTOI 000-
JIOUKH POTOBOM MONOCTH. J[JI 3TOro BHayajle C MOMOUIbIO CTEPHIIb-
HOW MapJeBol caludeTKu TIATeNbHO MPOTPUTE yYaCTOK CIU3UCTOM
000JIOYUKH IEKH B HENAX YAAJCHHS CIIOS CIYIIHNBAIOIIETOCS MOBEPX-
HOCTHOTO 3IUTENNS. 3aTeM IINaTeJeM ¢ TOHKHM 3arHYTHIM KOHIIOM
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cAeNaiiTe COCKOO CIIOSI SMUTENusl CIM3UCTON mieku. [lomyaeHHbIi
MaTeprai MMOMECTHUTE B BHIE Ma3zKa Ha MOBEPXHOCTh CyXOro o0es-
YKUPEHHOTO MpEeAMETHOro cTekia. HaHecuTe Ha Ma30Kk Karumo Kpa-
CHUTENS M HAKpOWTE IpernapaT HOKPOBHBIM CTEKIIOM.

2. M3yunte NMpUrOTOBIICHHBIM Tpemnapar MpH MalioM YBelnde-
HUU MHUKPOCKOTA ISl OOHAPYKEHUS IUTENHATBHBIX KIETOK (KIIET-
KM UMEIOT KPYIHBIE AApa, C1ad0 OKPALIHBAIOLINECS alleTOPCEHHOM).

3. Ucnonb3yst UMMEpCHOHHOE YBEITHYCHUE MUKPOCKOIIA, TIPOBE-
JUTE HCCICAOBAaHUE OTACIBHBIX KJIETOK B Mpenapare Ha HaIA4ue
(oTcyTCTBHE) B HMX TOJOBOTO XpOMAaTHHA, KOTOPHIA B BHJIE UHTEH-
CHBHO OKPAIIMBAIOIIMXCS TIBIOOK JIOKAIU3YyeTCs MO/ SAEPHO 000-
JIOUKOM.

4. TToacuuTaiiTe YUCIIO TEJCIl MOJIOBOTO XPOMAaTHHA B SIApax
100 snuTenranbHBIX KICTOK. YUUTHIBATH HEOOXOJUMO TOJBKO sipa
C YETKUMH KOHTypamH, ciabo OKpalmieHHbIE alleTOPCEHHOM U HMe-
IoIue ey (He pa3pylieHHYIo) siaepHyto obomouky. Ha ocHoBe
HaOMIOaeMON LUTONOTMYECKOW KapTUHBI CAETalTe 3aKIoueHHUE
0 MOJIOBOM MPUHAAJIEKHOCTH UCCIIEyEMOT0 HHAUBUIYYMA.

3aodanue 8. IIpyHUMNBI TeHETUYECKOTO KAPTUPOBAHUS XPO-
MocoM. PelieHne cuTyalmoHHBI3 3a/1a4.

Llenv pabomwei: O3HAKOMUTHCS C TPUHIMIIAMUA COCTABJICHUS
W aHalM3a XPOMOCOMHBIX KapT 4YelOBEeKa; HAYUYHMTHCS OINpPEACIsTh
MOJIOKEHUE OT/CIIbHBIX TCHOB Ha cxeMe AudQepeHIraibHO OKpa-
IIEHHBIX XPOMOCOM YeJIOBEeKa; PacuIn(pOBBIBATH 3alVCH, YKa3bIBa-
IOLIHME MECTO JIOKAIM3ALIH T'eHa B XPOMOCOME.

Obopyoosanue, npubopvl U mamepuaivl. 3a1a9d, CXEMBI XPO-
MOCOM, TaOJIUIIBI.

IIpogedenue pabomot:

1. ITocTpoiiTe XPOMOCOMHYIO KapTy THIIOTETUYECKOTO OpPTaHU3-
Ma, €CJIi Ha OCHOBAHMHU PE3yJIbTATOB aHAIM3UPYIONMX CKpEIInBa-
HUN OBUTM YCTAHOBJICHBI CJEIYIOIIME YaCTOThI KPOCCHHTOBEpa Ha
ydacTKax MeXIy apaMu YCIOBHBIX T€HHBIX JIOKYcoB: A u B — 3 %,
AnC-4% AuK-6% AuM-8%,BuC—-7%, BuK-9%,
BuM-5%, KuM - 14 %.

2. 3apucyiite B TeTpajab cxeMbl Tu((dEepeHIHATBHO OKpaIleH-
HBIX XpoMocoM denoBeka 3 u 4. Haliaure u oTMEThTE CTpENKamMu Ha
pucyHKax: 1) BOCBMOW CErMEHT BTOPOTO paiioHa IJIMHHOTO Iuieda
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XPOMOCOMBEI 3; 2) TIATBHIM CETMEHT IEPBOT0 paiioHa KOPOTKOTO TuIeda

XPOMOCOMEI 4; 3) TPeTHii CETMEHT MEepPBOT0 paiioHa JUIMHHOTO IIeda
XpOMOCOMBEI 4.

..
2 A
3
7 i
113!
1
2
1 3
2|2
7.
8___
2 3

Puc. 9. Cxemamuueckoe uzobpasicenue ouppepenyuaivho oKpauieHHbIx
xpomocom 3 u 4

3. Pacumdpyiite cnemyromue ycioBHbIE 0003HAYEHHS U OT-
METBTE CTPEIKaMU COOTBETCTBYIOIIME CETMEHTBI XpOMOCOM Ha pu-
cynkax: 1) 3p13; 2) 3929; 3) 3p26; 4) 4p15 5) 4926.

4. C IOMOIIBI0 COBPEMEHHBIX MOIIEKYJISIPHO-TEHETUIECKHX Me-
tonoB B JIHK 4-fi xpoMocombl uenoBeka ObLJI OOHApYXKEH JIOKYC
(4911-22), B KOTOPOM MOTYT OBITH JIOKAJTH30BaHBI T'€HBI YEJIOBEKA,
OTBETCTBEHHBIE 32 CHHTE3 CHIBOPOTOYHOTO anbOymMwHa U 0-(hero-
poTenHa. Beimennre 3T0T y4acTok Ha cxeme xpomocoMmbl 4. O0o-
3HAYbTE CTPEJIKOW HA 3TOH K€ CXEME PacIoNIOKEHUE I'eHa, MyTaLus
KOTOPOTO TIPUBOJUT K MOSBICHUIO aXOHIPOIUIa3uu (JIUCIPOTIOPITHO-
HaJIBHOW KapJIMKOBOCTH), KOOpAMHATHI reHa 4pl6.

3aodanue 9. JlaiiTe onpeneneHue NOHATHAM U TEPMUHAM.

Kapuomun 2UNOMOHUSL MUKpoyeghanust

Kapuozpamma yemvipexnanvyesas 60-  MUKPO2EHUs
po3oa

uouozpamma namua bpyuguivoa KpUnmopxusm

2UnepmenopusM 20OHOCOMHBIE CUHOPOMBL  MUKPO2ECHUS.

onueoghpenus 2UNO20HAOUZM SNUKAHM

63
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mocobue / U. @. XKumynes; mox pen. E. C. bensesa, A. I1. Akudne-
Ba. — 4-e m31. HoBocnbOupck: Cub. yaus. uzn., 2007. — 479 c.

5. Ueanos, B. U. I'enetuka: yueObnuk. — Mocksa: UKII «Akane-
mkHHTaY, 2007. — 638 C.

6. Koznosa, C. /M. HacnenctBeHHbIE CHUHAPOMBI W MEIUKO-
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E. Cemanoga, O. E. bauaankoBa. — Mocksa: [Ipaktuka, 1996. — 416 c.

7. Mymosun, I'. P. Knuanueckas reHeTuka. ['eHOMHKa U TIpoO-
TEOMHKA HACJICICTBEHHOW MaTOJIOruu : y4el. mocodbue. — 3-e usf. —
Mocksa: I'D0OTAP-Menua, 2010. — 832 c.

8. @ozenv, @. T'eHeruka uenoseka: B 3-x T. / ®. Doreis,
A. Morynescku. — Mocksa: Mup, 1990.

9. lJunkxos, B.Il. TlpakTUKyM IO MEIUIIMHCKOH T'€HETHKE:
yuebHoe nocodue / B. I1. Il{unkog, B. I1. 3unkos, I'. H. Kpusoreun-
Ha. — Mocksa: U3x. uentp «Akagemusi», 2003. — 112 c.

10. Korf, B. Human Genetics and Genomics. — Blackwell Pub-
lishing, 2007. — 278 p.

11. Lewis, Ricki. Human Genetics: concepts and applications. —
8th ed. — 2008. — 442 p.

12. Strachan, T. Human molecular genetics / Tom Strachan,
Andrew P. Read. — New York, Garland Science. — 4th ed. — 2011. —
704 p.
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3ausaTue 3

I'EHHBIE BOJIE3HU C TPAJUIINOHHBIM
N HETPAJMIIMOHHBIM HACJIELOBAHUEM

Ienv 3anamun’ U3y4uTh MOJICKYJSPHBIE MEXAaHU3MBlI T€HHBIX
OOJIe3HEH; O3HAKOMHUTHCS C TIPHUHIWIAMH JTHATHOCTHKH HACIeI-
CTBEHHBIX OoJe3Hel, OOYCIOBICHHBIX MYTallUSIMH B EIWHUYHBIX
reHaX U B CIy4yae HACJIEICTBEHHOM MpeapacioaoKeHHOCTH.

Tennvie 6one3Hu — 3TO TPyIINa HACICICTBEHHBIX O0JIe3HeH, 00Y-
CJIOBJICHHBIX MYTallUsIMU B OTZICJIBHBIX T€HAX.

B Hacrosiniee BpeMsa B MEAMLIMHCKON I'€HETHKE BBIIEISIOT ABa
BapI/IaHTa HacCJICJOBAaHUS I'€HOB U HpI/I3HaKOBZ MOHOFCHHLII;'I U I10JIU-
TCHHBIM THUI HacliedoBaHUSI. MOHOIGHHOE HACJICIOBAaHHE, B CBOIO
odepe/b, BKITFOYAeT TPAAUIIMOHHOE (KIIaCCHYeCKOe) U HeTPaUIINOH-
HOe (HEKJIacCHUYECKOe) HaclIeIOBaHHE.

Monozennoe HaclieJOBaHUE TMOAPA3yMEBAECT HACJIEIOBaHUE OJ-
HOro reHa (OJHOW Taphl NMPH3HAKOB) W OTHOCHUTCS K B3aUMOJIEH-
CTBHIO aICIbHEIX TEHOB.

Ilonuzennoe HacnemoBaHne OCHOBAHO HAa B3aMMOJICHCTBUHM HE-
aJuleNIbHBIX reHOB. [loureHHoe HaciaegoBaHWE HEPENIKO Ha3bIBAIOT
MyIbTU(GAKTOPUATBHEIM, UMesT B BUIy HACJIeI0BaHNE OJTHOBPEMEHHO
HC OJHOTI'0, @ HECKOJIBKHUX onpeneneHHHx T'CHOB, HpOSIBJ'ISIIOHII/IX CBOC
JeHCTBHE B CHICIU(PUUECKUX YCIOBUIX OKPYKAOIIEH CpeIbl.

Hempaouyuonnoe HacnegoBaHue — HAClIeOBaHUE TI'€HOB
U MPU3HAKOB, BBIXOJAIIEE 32 PaMKH MOHOTE€HHOTO U IOJIUTEHHOTO
BapUaHTOB; BKIIIOYAET MHUTOXOHAPHUAIBHOE HAaCJE0BaHHUE, T€HOM-
HBIl MMIIPUHTHHT, 3KCIIAHCUIO HYKJICOTHIHBIX MOBTOPOB, OOJE3HU
HaKOIUICHUS, IIEPOKCHCOMHBIE O0JIC3HH, IPUOHHBIE OOJIE3HU.

1. OTHoI0rUA TeHHBIX 00JIe3HEeH

BoapmmHCTBO HCclIegoBaTeIC IIOJararoT, YTO TIOYTH BCE
HacJIeICTBEHHbBIE 3a00JIEBAHUS YEIOBEKA, B KOHEYHOM HUTOIrE — CIIE/I-
cTBue Mytanuid. [IpuunHOM TeHHBIX OONIE3HEH SIBJISIOTCS MYTAIlUH,
3aTparuBaroIIie CTPYKTYPY OTACITHHOTO TeHA.

MyTaruu y 4eioBeKa, Kak U y BCeX IPYTHuX OpraHu3MOB, BO3HH-
KarOT TIOCTOSIHHO B MPOIIECCe OOBIYHBIX (DH3HOTOTHUSCKUX (PYHKITUN
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opranm3Ma (CTIOHTaHHBIA WM €CTECTBEHHBIN MyTareHe3) M B pe-
3yJnbTaTe BO3ACHCTBUI Ha HACIEACTBEHHBIE CTPYKTYPHI (PH3MUECKUX,
XMUMUYECKUX U OMONOTHYECKHX (aKTOpOB (MHIYyLHUPOBAHHBIA MyTa-
reHEe3).

T'ennvle Mymayuu MOXXHO pa3[eNnTh Ha JBa OONBIIIX Kiacca:
1 — myTamnuu, cBSI3aHHBIE C 3aMEHOW OCHOBAaHMIA;, 2 — MyTaIuu, 00y-
CJIOBJICHHbIE BCTaBKOM WJIM BbIManeHUEM HykieoTtHaa. CyliecTByer
IIBA TUTIA 3dMeH NAp OCHO8AHUL — TPAH3UINH U TpaHCBepcud. 1pan-
3uyuU — 3aMeHa OJTHOTO ITypUHA Ha APYTOH MypHH, a TUPUMHUINHA Ha
npyroi nupumugud: AT — T'Ll; TA — HI'. IIpu mparceepcuu ty-
PHH MeHsIeTCsl Ha MUpUMUINH Wil HaoOopot: AT — LII'. [pu Bemane-
HUH WIH BCTaBke HykieoTrunoB B 1iermn JIHK dopmupyrores myrammm,
BBI3BIBAIOIINE COGUe pamku cuumvigarus. 1lokazaHo, 4TO OAHOBpe-
MEHHO C BBINAJICHWEM HYKJIEOTHJa MOXET IPOHCXOJIUTh BCTaBKa,
B pe3yabTaTe 4Yero HM3MEHSETCS IOCIIeOBaTeIhbHOCTh 4—5 aMHHO-
kucnoT. KpoMe Toro, 9acTo mpoucXoAnuT OTHOBpEMEHHAs BCTaBKa 2—
3 ocHOBaHUM, KOTOpash MPHUBOJIUT K 3aMEHE OJTHOM aMHHOKHCIIOTHI
B Oelke, MM K 00pa3oBaHUI0 OECCMBICICHHOTO OenKa, W/WiH K BO3-
HUKHOBEHHIO HOHCEHC-KOJIOHA Ha HEKOTOPOM PACCTOSHUHU OT CaMOM
MyTallid U YTEHHE TPEpHIBAETCs, YTO MPUBOAMUT K IMpPEKICBPEMEH-
HOW TEpMHHAINH CHHTE3a OellKa.

Cywiecmeyem HecKOIbKO KAACCUDUKAUUIL 2eHHBIX MYMayuil.
Ilo muny mymauyuit Bb1I€JIAIOT CIEAYIONIUE:

1. Muccenc—-mymayuu — MyTaluu, U3MEHSIOIINE CMBICI KOJIOHA.
Muccenc-wymayusi B KOQUpyroIied o0IacTu reHa MPUBOAHUT K 3a-
MEHE OJJHOM aMMHOKHCIIOTHI Ha JPYTYIO, UTO HE HapylIaeT MpOLECC
cuHTe3a 6enka. PeHOTUITIYECKOe TPOSBICHNE TAaKUX 3aMEH 3aBHCHT
OT TIPUPOABI COOTBETCTBYIOIIMX AMHHOKHCIOTHBIX 3aMEH B Oemke
1 OT ()YHKIHMOHAIBHOM 3HAYUMOCTH TOTO JOMEHa, B KOTOPOM IIpO-
M301LI0 U3MEHEHHE.

2. Honcenc-mymayuu — o6pa3oBaHuie KOJIOHOB, HE KOJUPYIOIIHX
amuHokucHoTel (YAA, YAI, YI'A). Houcenc-mymayuss B Konupy-
folIei 00JIaCTH r'eHa NPUBOJAUT K BOSHUKHOBEHHIO TEPMHUHHUPYIOLIETO
CTON-KO/IOHA U MTPEXAEBPEMEHHOMY TIPEKPAIIIEHNIO CHHTE3a Oerka.

3. Mymayuu 6 catimax cnaaticunea. MyTanuu Ha TpaHUIIE 3K30-
HOB M HMHTPOHOB NPHUBOAST K TOMY, YTO HapyIIaeTcsl MPOLECCHHT
nepsuuHoro PHK-tpanckpunrta. B pe3ynbrare MOryT NpOUCXOAUTH:
a) JICNIeIIMH BCETO WJTM YaCTH dK30HA; 0) HHTPOHHBIE 00J1acTH, 00BIY-
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HO yZJaJIieMble, MOTYT CTaTh CMBICJIOBBIMH, YTO MIPUBOUT K CHHTE3Y
OeccMBICTIEeHHO yAMHeHHOTOo Oenka. Hambonee wacto myramun 3a-
tparuBator GT u AG AMHYKJICOTHBI, JIOKAJIU30BAHHBIC, COOTBET-
CTBCHHO, B Hayaje WHTPOHA (JIOHOPHBIN CAHT CIUTACUHTA) M B KOH-
IIe MHTPOHA (aKIETITOPHBIN CAalT CIUTIalicHHTa).

IIo mecmy noxanuzayuu B JJHK-nocnenoBarenbHOCTH MyTalUA
MOJIPA3/ICNIAIOT HA TPY THIA: 1) MyTalluy, 3aTParkBarOIIUe KOJAUPYIO-
I¥Ie TTOCTIEIOBATEIbHOCTH TEHOB; 2) MyTalliH, 3aTParuBaroIlie BHYT-
pUTEHHBIE HEKOJUPYIOIINE TTOCIEA0BATENIFHOCTH T€HOB; 3) MyTaIlluu
B PETYJIITOPHBIX ITOCIEAOBATENBHOCTSX 32 MPEIEIaMHt SK30HOB.

Ilo namozenemuueckomy mexanuszmy. 3HAYNMOCTb TEHHBIX
MyTalui s )KU3HE IS TEIbHOCTH OPTaHN3Ma HEOJMHAKOBA.

Hexoropsle «moruawue mymayuw) He OKa3bIBAIOT BIUSHUS HA
CTPYKTYpYy U (GyHKIWHU Oenka (Hampumep, 3aMeHa HyKIJICOTHIOB, HE
MIPUBOJIAIIAA K 3aMEHE aMHUHOKHCIIOT).

Haubonvuwum nogpesicoarowum oeticmeuem 00IANAIOT HOHCEHC-
Mymayuu, BBI3BIBAIOIINE OCTaHOBKY cHHTe3a Oenka. [Ipuyem, yem
GIIKe MyTalus K 5 -KOHITy TeHa (K Hauay TPaHCKPHIIIHH), TeM KO-
poue OyayT OENKOBBIE MOJIEKYIIHI.

Muccenc-mymayuu, cBI3aHbIe C 3aMEHON HYKIICOTHIIOB B KOJIH-
pyIoIel 4acTu TeHa, (PCHOTHUITMYSCKU TPOSBIISIFOTCS B 3aMEHE aMH-
HOKHUCIJIOTHI B Oenke. B 3aBHCHMOCTH OT ()yHKITHOHAIBHOW 3HAYHMO-
CTH HapYNIEHHOI'O YyYacTKa HaOII0JaeTcsi YacTUYHAs WJIM TOJHAs
noteps (YHKIIMOHAIBHOW aKTHBHOCTH OeJKa.

Cnaaticuneosvle Mymayuy 4aie 3aTparuBaloT CalThl Ha CTHIKE
9K30HOB M MHTPOHOB. Kak npaBuiio, Takue MyTaryiu 00yCIOBIHBAIOT
TSDKENOE TeYeHne OOIEe3HM.

Pecynsimopnvie mymayuu cB3aHbl ¢ HAPYIIEHHUEM B PETYIISATOP-
HBIX 00nacTax reHa. beinok He m3MmeHsercs. MeHsieTcs ero Koiamde-
cTBO. DEHOTUIMMYECKU ONPEICIIICTCS MOPOrOBbIM YPOBHEM KOHIICH-
Tpanuu Oelka, MPU KOTOPOM €Il COXPaHseTCs ero (pyHKIHS.

Ilo ¢ynkuyuonanvnomy 3nauenuto MyTauui MOKHO Pa3lIeNIUTh
Ha 5 KJIacCOB:

1. Myrarun, BeAymue K moiaHo# motepe Gpyukiwmn 6emka (loss
of function) — moOBIe CTPYKTYpHBIC MOBPEKICHUS T€HOB (TOYKOBBIC
MYTalliH, JENCINH, SKCIIAHCUSl TPUHYKICOTHUIHBIX TTOBTOPOB U 1p.),
MPUBOJIAIINE K WHIMOUPOBAHUIO TPOIECCOB TPAHCKPHITIIUH/TPAHC-
JISIIAW WITA HAPYIIEHUIO HOPMAIIbHOM CTPYKTYPBI U QYHKIIUH OelTka.
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2. Myramuu, B pe3ysbTaTe KOTOPBIX NPOMCXOIUT H3MEHEHHE
konnuyectBa MPHK 1 mepBuuHbIX OenkoBBIX MPOAYKTOB. Takoil Me-
XaHU3M HabJrofaeTcs MpH JIOKATH3alUKd MYTalluii B PETYJSTOPHBIX
00J1acTsIX rexa.

3. JloMHHAaHTHO-HETaTHUBHBIEC, M3MEHSIONINE CBOICTBA OEITKOB
TakuM 00pa3oM, 9TO OHH MHTUOMPYIOT (WYHKITUIO HOPMaJIbHBIX Oelr-
KOBBIX MOJICKYJI.

4. Myrtanun, BeIylniye K TMOSIBICHHIO HOBOW (QYHKUIUHM OeJka
(gain-of-function), kotopast oka3sIBaeT MOBPEXKAAIOIIEE ACHCTBUE HA
KHU3HECTIOCOOHOCTh MM (PYHKIMOHMPOBAHHE SKCIPECCHPYIOLIMXCS
KJIETOK.

5. Mytanuu, u3aMeHsIome «103y TeHay. Takoi apdexr nmeet
MECTO TMpPH JeNeNUsIX WIN AYIUTHUKAIUAX TeHa, YTO COMPOBOXKIACTCS
HApyIICHHEM HOPMAaIbHOW LUTOAPXUTEKTOHUKU MOJIEKYJISIPHOTO
MPOAYKTA.

1.2. Homenkiarypa myTtamumii. B 1992 1. Opuia npemiokena enu-
Has CTaHAAPTH3MPOBaHHAs CHCTEeMa 0003HAUYCHMS Pa3IMYHBIX MyTa-
nui kak Ha ypoBHe reHoMHo# JIHK u xommupyromeit JJHK (x/IHK),
tak 1 Ha ypoBHe PHK u 6enka (c. — kIHK, g. — renomuas JHK, r. —
PHK, 1. — muroxonnpuansaas AHK, p.— amuHOKHCIOTHas mocieno-
BaTeNbHOCTH). MyTanuu reHa Ha ypoBHe [IHK wmeroT ocHOBHOIA
MOPSIIOK 0003HAYEHUS:

1. Orcuer nykneorunoB B Mosiekyine k/IHK naunnaercs ¢ mepBoro
cmbiciioBoro ATG komona. Takum 00pazoM, HYKJIEOTH]T TT0]] HOMEPOM
+1 coOoTBEeTCTBYET IEepBOMY HYKJIEOTHTY B MoJieKyJie k/JHK.

2.Konupyromiast 00yiacTh (9K30HbBI) 0003HAYACTCS 3arjaBHBIMH
OykBamu HykieotunoB (AGT), a He KoaupyIOIIUe paoHbI (MHTPO-
HBI) — IponucHbIME (agt).

3. IIpu o6o3HaUeHUH MyTalui CaiiTOB CIUIAHCHHTA 3aIMCHIBAIOT
HOMEp KpaifHero HyKJIeOTHZa B ONIMKalieM K MyTalud 3K30HE,
YHCIIO HYKJIEOTHIOB (CO 3HAKOM «+» B ciIy4ae 3'-KOHIIa IK30Ha U CO
3HAKOM «—» B CiIy4ae 5'-KOHIIa) M XapaKTep HYKJICOTHIHOW 3aMEHBI.
Wuorpa nns 3amvcu MyTtaiuil B caliTe CrutalicHHra UCIoIb3yrT 000-
snauenue VS (intron variant sequence), Homep HHTpOHA M U3MEHEH-
HOTO HYKJICOTHJIA.

4. VI3ameHeHUs, CBSI3aHHBIE C JEJCIMe WM WHCEpIHEH He-
CKOJIBKMX HYKJICOTHIIOB, 0003HavatoTcsi cuMBoiamu «del» mmu «ins»
COOTBETCTBEHHO. Ipu AeaeHnyu Ui HHCEpLUU OHOrO-IBYX HYKJIEO-
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TUAOB NIPUBOIUTCS UX OyKBEHHOE O0O3HAYEHHE, NMPU ACIELUH WU
WHCEpLHH 0oJjiee TpeX HyKIEOTHIOB YKa3bIBAETCS TOJIBKO MX YHUCIIO.

5.1lpy TOYKOBBIX OJHOHYKJICOTHAHBIX 3aMeHax (MHCCEHC-
1 HOHCEHC-MYTAIMsIX) CIeBa OT HOMepa 3alHChIBACTCS] HOpMabHBIH,
CrpaBa U3MEHEHHBIH HYKJICOTH].

6. 3amMeHa OHOTO HYKJICOTHAA HA IPYroil, KoTopas He MPHUBO-
OUT K W3MEHEHUIO aMUHOKHCIIOTHI, CUHTAETCA MOIUMOP(PH3MOM
U 3aIHMCHIBACTCS Yepe3 KOCYIO YepTy.

ITpumepsr obo3HaueHust myrtarmii Ha yposae JJHK: ¢.2052delA
O3HAYaeT, YTO MPOU3O0IILIA AeNelys aAcHuHa B no3uuuu 2052-ro Hyk-
neotuaa Komupymomiei obmactu rena; €.1521 1523delCTT o3nadaer,
YTO NPOU30LLIA ACTEU TPEX HYKICOTUAOB, HaunHas ¢ 1521-ro Hyk-
neotuza B nocnenosarenbaoctH KJIHK; ¢.351G/A o3Havaer, 4to mpo-
H301U1a 3aMeHa HykineotuaoB B nozuuuu 351 k/ITHK, koropast He npu-
Bella K M3MEHEHHI0 aMHUHOKHMCIOTEL, €.1585-1G > A (IVS10-1G > A)
O3HayaeT, 4YTo MPOU30IILIa 3aMeHa T'yaHWHa Ha aJICHUH B aKICIITOPHOM
caifTe crUiaiicuHra 3a OIWH HYKJICOTHJ A0 Hadana 11-ro 9Kk30Ha;
c. 1766 + 1G > A (IVS12 + 1G > A) o3Hayaer, 4TO MPOU30IILIa 3aMEeHa
T'yaHHHA Ha aJICHUH B TIO3UIIMH TIEPBOT0 MHTPOHHOTO HYKJIEOTH A CPasy
rocse 12-ro 3k30Ha B JOHOPHOM caiiTe CIuiaiicuHra.

[Tpu 3amucu MyTallMOHHOTO M3MEHEHHS Ha YpOBHE OENKOBOTO
MPOJIYKTa MCIOJIb3YeTCS aHaJIOTHYHAsI 3aIMCh, HO UMEETCS PSJ] 0CO-
OCHHOCTEI:

1 Hymepanust 0003Ha4aeT He HyKJICOTH b, 8 KOJOHBI (TPUILIETHI
HYKJICOTHIOB).

2. B cnmydae o0o3HaueHHsT M3MEHEHHS Ha OEJIKOBOM YPOBHE
KOKIOW aMWHOKHCIOTE COOTBETCTBYET OJHOOYKBEHHBIH WIIH
TpexOyKBeHHBIA CUMBOJ (TabJI.), CleBa 3aMMCHIBACTCS HOPMAJIBHBIN
BAPUAHT AMUHOKHCIIOTBI, CIpaBa — MYTaHTHBIM, a PacIoJIOKEHHbBIN
B LIEHTPE HOMEP COOTBETCTBYET MECTY 3aMEHBI B LIETIOYKE MPOAYKTa
TPaHCIIALUY.

3. BykBoii X o00o3HauaeTcs TEPMUHHUPYIOMIMKA CTON-KOIOH, TO
€CTh MECTO OCTAaHOBKH CHHTE3a HOHI/IHeHTI/I}IHOﬁ LECIr Ipyu HOHCCHC-
MYyTaLMsIX.

4. Jlenenyisi OMHOW WM HECKOJIBKUX aMHUHOKHUCIOT 0003HAYaeT-
Csl CHMBOJIOM A— «JIebTay.

5. 3aMeHBl aMHHOKHCIIOT, PaBHOLCHHBIE MO (YHKIHMOHATBLHON
3HAYMMOCTH M BCTpEUAIOIIMECs] B HOPME, CUUTAIOTCS TOIUMOPU3-
MaMH U 3alMCBIBAIOTCS Yepe3 KOCYIO YepTy.
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Hampumep, 3ammcek p.A455E o3Hauaet 3aMeHy alaHWHA Ha TIIy-
TaMHHOBYIO KHCJIOTY B mosuiuu 455 xomona; p.R553X o3nauaer,
YTO BMECTO apTWHHHA B MO3MLUH 553 KomoHa o0pa3oBajiCsi CTOII-
komoH; AF508 os3nHauaer penenuwio (eHwIaNaHWHA B TO3HULUH
508 6enKoBOTO MPOAYKTA.

Tabnuya 1
Obwenpunamas HOMeHKIAMYpPa AMUHOKUCTIOM
Onno6ykBenHoe | TpexOykBeHHOE
0003HaueHne 0003HaueHne AMHMHOKHCIIOTa Bo3MoKHBIE KOLOHBI
AMUHOKHUCIIOT | aMHHOKHCIIOT
A Ala Ananuu GCA, GCC, GCG,
GCT
B Asx Acnaparus uimu AAC, AAT, GAC,
acrmaparmHoBas GAT
KHCJIOTa
C Cys Huctenn TGC, TGT
D Asp AcnaparnHoBas GAC, GAT
KHCJIOTa
E Glu ['nyTamuHoBas GAA, GAG
KHCJIOTa
F Phe deHunanaHuy TTC, TTT
G Gly Tnuuun GGA, GGC, GGG,
GGT
H His I'uctuaua C AC, CAT
| He W3oneiinuu ATA, ATC, ATT
K Lys Jlm3un AAA, AAG
L Leu Jlefinun CTA, CTC, CTG,
CTT, TTA, TTG
M Met MeTtnonuH ATC
N Asn Acnaparux AAC, AAT
P Pro Iponuu CCA, CCC. CCG,
CCT
0 Gin nyramun CAA, CAG
R Arg AprusuH AGA, AGG, CGA,
CGC, CGG, CGT
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IIpooonscenue maon. 1

OnHoOykBeHHOE | TpexOykBeHHOE
obo3HayeHre | o0O3HAYEHHE AMHHOKHCJIOTA Bo3moykHbIE KOTOHBI
AMUHOKHUCJIOT | aAMHHOKKCIIOT
S Ser CepuH AGC, AGT, TCA,
TCC, TCG, TCT
T Thr Tpeonun ACA, ACC, ACG,
ACT
V Val Banun GTA. GTC, GTG,
GTT
W Trp Tpunrodan TGG
X X CToI-KOI0H TAA, TAG, TGA
Y Tyr Tupos3un TAC, TAT
Z Glx Inyramun umm tiny-| CAA, CAG, GAA,
TaMHUHOBAs KUCJIOTA GAG

2. MoHnorennsbie 6o0sie3Hu (MB)

MoHoreHHbIe 6OJ'IC3HI/I O6yCHOBHCHI>I MyTallusIMU B €JUHUYHBIX
reHax. Hepenko cunraior, 4To HaclieJOBaHHE X OCYILECTBISETCS MO
TUIly OPOCTOr0 MEHAENIEBCKOro HacinenoBaHus. Ha ocHoBe mpen-
CTaBJICHUHN O AUAIIEIBHOW MOJEIHN CTPYKTYpbl I'€HA HACJICAOBAHHE
MEXaHU3MOB B3aUMOJEUCTBUA MEXAY OTLUOBCKMM U MAaTEPUHCKUM
FEHOMAaMH pPAacCMaTpUBAETCA OTIENbHO Ui KaXIOH aJulesIbHON
Y HEAJJIEJIbHOM Taphl.

2.1. KnuHu4yeckasi U reHeTH4YecKas xapakrepuctuka Mb

MoHoreHHble 00I€3HH OOYCIOBICHBI TOYKOBBIMH MYTallUSIMU
B equHUYHBIX reHax. [lo nanueiM BO3, cpenu HOBOPOXKIECHHBIX Ji€-
teit Mb BeTpeuatores ¢ wactotoii 30 Ha 1000 (3 %). M3BectHO Gotee
4500 nozonoruit Mb. B Hacrosimee BpeMs, KapTUPOBAHO HA XPOMO-
comax 1500 Ho3omoruii, Torna kak uiaeHtudunuporano 1100 renos
MB. B 3TOM HECOOTBETCTBHH HET NPOTUBOPEUNH, HOO WACHTUPHIIN-
poBaHBbI pazHble HO30J0THH Mb, cBsI3aHHBIE C Pa3HBIMU TOUYKOBBIMHU
MYTalHUsIMHU B OTHUX U T€X Ke I'eHax.

s 500 reroB Mb ycTaHOBNIEH MepBUYHBINA TeHHBIN TedeKT (3a-
MEHa OCHOBAHWS, BHYTPUTEHHAS NIENenns 1 Jp.) I OHOXUMHYIECKUI
nedexr (ormmodKa CHHTE3a WITH MOAU(DHUKAIINN OEIIKOBOM MOJIEKYJIEI).

C KIMHAYECKOH TOYKHM 3pEeHUs — 3TO OUEHb pa3Hble, B OOIBIINH-
CTBE CBOEM TSDKEIIbIe HEM3JIeUHMbIe OOJEe3HH, XapaKTepU3YIOIIHecs
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TSDKEJIBIM T€UEHHEM M paHHUM aeOroToM. [l jgeueHns B OONbLIMH-
CTBE CJIy4aeB HCIOJIb3YIOT METOABI CUMITOMATHYECKOH KOPPEKLIUH.
[MpuumHoii 5THX 3a00NeBaHUil SBISETCS MyTalUus OJHOTO TEHa.
CrnenctBueM MyTalM MOXET OBITh HApyIICHHE CTPYKTYPbl WIH
CHHTE€3a KOAMPYEMOI'0 I'eHOM OelKa, U3MEHEHHE €r0 KOJIWYECTBEH-
HOTO COZAEPKaHMs BIUIOThH 10 MOJIHOTO OTCYTCTBHS. MyTaluu I'€HOB
HEpEeAKO MPHUBOAAT K HAPYIICHHIO OOMEHa LeIO MeTaboInvYecKoi
CHCTEMBI, YTO BeJIET K HEOOPAaTUMBIM IaTOJOIMUYECKUM COCTOSHUSIM.

Myrauuu mocym nepedasamuvcsi N3 TOKOJICHHUS B TOKOJIEHUE, HO
MIOPOI MOTYT BO3HHKATh B MOJIOBBIX KJIETKAaX POJIUTENEH CHOHMAHHO.
[MpryrHa CHIOHTaHHBIX MyTalWd B OONBIIMHCTBE CIy4aeB OCTAETCS
HEU3BECTHOM.

Cpenn MOHOTEHHBIX OOJIe3HEH 3HAYUTENBHBINA MPOIEHT COCTAB-
JSIOT EepMEHTOIIATHH, pa3IHYHble POPMbI YMCTBEHHOH OTCTAJIOCTH,
ne(eKTbl OpraHoB CIIyXa, 3pCHUs, CKEJIETHBIC TUCIIIa3uM, BPOKACH-
HbIE TIOPOKU Pa3BUTHS, 0OJE3HU HEPBHOW, SHIOKPUHHOM, COCAMHU-
TEJIbHO-TKaHHOW, UMMYHHOU U JPYI'UX CUCTEM.

BonbImMHCTBO MyTaluif, acCOLUMUPOBAHHBIX C MOHOT€HHBIMH
3200JICBaHUSAMH, KECTKO ACTEPMUHMUPYIOT Pa3BUTHE OOJIE3HHU, NPHU
3TOM (haKTOpBl OKPY’KaIOIIel cpeJibl He OKA3hIBAIOT WM OKa3bIBAIOT
HeOoJbllIoe BIMSHUE Ha pa3BuTHE 3a0oineBanus. [loaToMy OHM Tak
TPYZHO MOJAAI0TCS] KOPPEKIUU

MoHoreHHble 3a00JI€BaHUsI BCTPEHAIOTCA JOCTATOYHO PEIKO.
OT0 00BACHSAETCS JBYMsI O00CTOSATENbCTBaMHU. JlajeKo He BCE I'eHbI
YeJIOBEKa, a TOJIbKO OKOJIO 5 % CBs3aHBI ¢ MOHOT€HHBIMH 3a00J1eBa-
HusMU. Kpome TOro, 4actoTsl paclpOCTpaHEHMs CpPEIU HACEIEHMS
MyTalri, aCCOMUPOBAHHBIX C MOHOTEHHBIMH 3a00JIEBaHUAMH, J10-
CTaTOYHO HU3KH.

K uyncny nanbosee N3BeCTHBIX MOHOTEHHBIX 00JI€3HEH OTHOCATCA
(heHUITKETOHYpHSI, MYKOBHCIIMAO3, TaJaKTO3EMHS, aPEHOTCHUTAIb-
HbI cuHApoMm, remodunus A u B, muomuctpodus JlromeHHa—
Bekkepa, npokcumanbHas ClIMHAJIbHAS MBIIIeYHast aTpodusi ¥ MHO-
rue Apyrue 0oJIe3Hu.

YacroTel 3a0051€BaHUii BAPBUPYIOT B Tpeienax ot 1 Ha 2—3 ThIC. 10
1 Ha 10-20 ThIC. HOBOPOXKIECHHBIX. JIpyrre MOHOTCHHBIC 3a00JICBAHIS
BCTpEyYaroTcs ¢ emie Oonee HU3KUMU vactotamu — 1 Ha 100-300 ThIC.
wm | Ha mMaH. OfHAKO, MOCKOJBKY TaKUX 3a00JIEBaHUN JOCTATOYHO
MHOT'0, CyMMapHO OHHM COCTAaBJISIIOT 3HAYMTENIBHBII MPOLIEHT B MEpUHA-
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TAILHOM W IETCKOW CMEPTHOCTH, TIO3TOMY OOJIBIION TPOLICHT TTeaT-
PHUYECKHX KOEK 3aHATO TAKUMHU OOJIBHBIMHU.

Obduque uepmovl MOHOZEHHBIX DOIE3Hell, KACAIOLUECS BO3pacTa
Havasa 3a00JIeBaHUs U XapaKTepa ero TeUeHHsI.

BoapmMHCTBO MOHOTEHHBIX 0OJIE3HEH paclo3HAIOTCS B MTepHHA-
TaJHbHOM WJIM paHHEM IeTCKOM Bo3pacTe. Okoio 25 % 3tux Oones-
HEl pa3BUBAIOTCS B 3MOPUOHAILHOM Tiepuoje, u eme okono 50 %
MPOSBISIOTCS K 3 ronaMm. K KoHIly myOepTaHTHOTO Mepruoia TuarHo-
cTupytotcs mpuMepHo 90 % BceX MOHOTEHHBIX OOJe3HEH.

W3BecTHBI HaCIENCTBEHHBIE OOJE3HH C TO3IHUMH CpPOKAMH
MIPOSIBIICHYISI, TAKME KaK CIIMTHHO-MO3)KEYKOBBIE aTaKCUH, Xopes | eH-
TUHTTOHA, MOHOTE€HHBIE (hopMbI Oone3nelt [lapkuacoHa 1 Anpurei-
Mepa U Jp.

TunuuHBIMM YepTaMH MHOTHX HACJICICTBCHHBIX 3a00JICBaHUIA
SIBJISIIOTCSL XPOHUYECKHUM XapaKTep U MPOrPeIUeHTHOCTh TCUCHHUS, TO
€CTh TOCTETICHHOE YXYANIEHHE OOIIEro COCTOSHUS C HapacTaHHEeM
HETaTUBHBIX CUMIITOMOB.

na 6onvwuncmea Mb xapaxmepna:

— MHOJICeCmMBeHHOCMb  nopadicenus, 00yCIOBIeHHas —Tuieio-
TPOTHBIM JICHCTBUEM TCHA;

— 2eHemuuecKds 2emepoceHHOCMb — 3TO O03HAYaeT, YTO OJHO
Y TO K€ 0 KIIMHUYECKUM IPOSBICHUSIM 3a00JIEBAaHHE MOXET OBITH
00yCIIOBIIEHO PA3IUYHBIMA TE€HETUYECKHMHU Je(heKTaMu. MyTaluu
B HECKOJIBKHIX T€HAX (JIOKYCHAS 2emepo2eHHOCb), Wi Pa3HbIe My-
TaIM B OJJTHOM U TOM K€ TeHe (amenvrasn cemepocennocms). lpumep
JIOKYCHOM T€TEPOTCHHOCTH — TPYIIa HACICACTBEHHBIX 3a00IeBaHUIN
CEeTYATKH — IMHUTMEHTHBIX PETUHUTOB, MPUBOIIIIMX K CHIDKEHUIO
OCTPOTHI 3pEHUS, YTO 00YCIIOBIEHO HAPYIICHUSIMH TTPOLIECCOB OTO-
peuenuuu. B Hacrosiee BpemMsi U3BECTHO MUHUMYM 24 pa3lUyHBIX
reHa, KOAUPYIIUX Oeiku ¢oTopeuenivu. AJuieibHas TeTeporeH-
HOCTb XapakTepHa IpakThuuecku g Bcex Mb. Paznuunble MyTanuu
B OHOM W TOM K€ T€HE NMPUBOIIT K BOZHUKHOBEHHUIO 3a00iIeBaHUI
CO CXOMHOU KIMHUYECKON CHUMITOMATHKOW C HEOOJBITMMHU BapHa-
UMMM B CTENECHU TKECTU MposBieHus. [lokazaHo, 4To KiIMHUYe-
CKHE TIPOsBICHHs 3a00JI€BaHUMN, BHI3BAHHBIX HOHCEHC-MYTAIUSIMU
WM CIUTAMCUHTOBBEIMHU MYTAlUsMHU O0Jiee BHIPAKCHBI, YEM B CIIydae
MUCCEHC-MYyTaIuH.

— KIUHUYeCKUull noaumopguzm — B psje CIydaeB, MyTalluu
B Pa3IMYHBIX YYaCTKaxX OJHOTO IreHa MOTYT 00YyCIIOBJIMBATh BO3HHK-
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HOBEHHC COBEPINCHHO pa3HBIX OosesHed. [Ipumep, CHMHAIBHO-
OynpOapHas MeimevHas atpoduss KeHHenu u CHHAPOM TECTHKYIISp-
HOW (eMHMHU3AIMKU OOYCIOBJICHBl PAa3IMYHBIMH MYTalMsIMU B TEHE
AHJIPOTEHHOT'0 pelenTopa, KapTUpoBaHHOTO Ha X-xpoMocome. [lep-
Boe 3a0oiieBaHHE — CHUHAIBHO-OyNbOapHAs MBIIMIEYHAs aTpoQus
Kennenn — cBsi3aHO ¢ TOpaKEHUEM JIBUTATEIHHBIX HEHPOHOB CITUH-
HOTO W CTBOJIOBOW YacTH TOJOBHOTO MO3ra, MPOSBISIOMIASCS MbI-
IeYHOH c1aboCThio, aTpo(dreil MBIIII] TIEYEBOTO MOosica, HApyIIeHHU-
€M TIJIOTaHWS W JBIXaHHUSA W JIp. CHMIITOMAaMH. THUI MyTalllii B TeHE
npu 5ToH (HopMe CIMHANBHOW aTpOQHH OTHOCHTCS K TPYIINE «IWHA-
MHUYECKUX» U XapaKTepU3yeTCsl YBETUUYEHHEM KOJMYECTBAa TPHUHYK-
neotuaHeix CAG-TIOBTOPOB B TIEPBOM 3K30HE TeHa. BTopoe 3aboie-
BaHUEC — CHHAPOM TECTUKYJSIPHOH (EMHHU3AIMH — OTHOCHTCS
K IpyIIe CHHAPOMOB HAapYyLICHUS MOJOBOW TUPQPEPEHIIMPOBKH, OC-
HOBHBIE TIPOSIBJICHUS KOTOPOTO CBS3aHBI C HEYYBCTBUTEIHHOCTHIO
AH/JIPOTEHOBBIX PENENTOpPOB K AWTuaporecTtocTepoHy. I[lpm sTom
y 4elloBeKa ¢ MY)XCKHM KapuoTunoM (46, XY) HapyKHbBIE MOJIOBEIE
opranbl C(OPMHUPOBAHBI IO >KEHCKOMY THITY, OIHAKO BIIArajuIie
3aKaHYMBAETCS CIIENO, MaTKa OTCYTCTBYET. THIT MyTalluu B TeHE MIPH
9TOM MATOJOTMU — OJHOHYKJIEOTHIHBIE TOYKOBBIE 3aMEHBI, MPHBO-
JSIIIUe K MHAKTHBAILIUK aHIPOT€HOBOTO PerenTopa.

2.2. MoHoreHHnsble 00JIe3HU ¢ TPAAMIHOHHBIM THIIOM HacJIe-
AOBAHMA

B 3aBrcumMoOCTH OT JIOKaIU3aI[y MyTaHTHOTO I'eHa U XapakTepa
JOMUHHMPOBAHUS BBIIIEIISIOT OOJIE3HU:

— ayTOCOMHO-/IOMUHAHTHBIE;

— ayTOCOMHO-PELIECCUBHBIE;

— X-ClIeTJIeHHbIE IOMUHAHTHBIE;

— X-CLIETUIEHHBIE PELIECCUBHEIE;

— Y -cleIuIeHHbIE.

2.2.1. AyTOCOMHO-TOMUHAHTHBII THII HACJIEIOBAHUS

AyTOCOMHO-JOMUHAHTHBII THUI HACJICAOBAHUS XapaKTEPU3YeTCs
MIPOsIBJICHHEM 3a00JIeBaHUS Y T€TePO- U TOMO3UTOT TI0 MaTOJIO0THYe-
ckoll MyTanuu. OcoOeHHOCmU RPOAGNEHUA AYHOCOMHO-00MU-
Hanmuwix 3aboneeanuii. Ilepsas 0cOOCHHOCTb — HO30Hee nposaese-
nue. VHOrma TsDKENOE AOMHMHAHTHOE 3a00JICBaHHME MPOSBIISETCS
MO37HO, TOJIBKO BO BpeMs HIIM TMOCIE PENpOAYKTHBHOTO TEpHOJIA.
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B sToM cnydae, HecMOTpsl Ha TSDKECTh 3a00J€BaHUS, MOXKHO COCTa-
BHTHh OOIIMpHBIC POMOCIOBHBIE. Kitaccwmueckwii mpumep — xopes
lentunrrona. Bnepsrie omucana B 1872 r. Yacrora 2,3-6,7:100 000
B TOMYJISIIMU. JTO TSDKENOE JereHepaTuBHOE 3a00JieBaHNE HEPBHOM
CHCTEMBI C OTCPOYCHHBIM CPOKOM IPOSIBJICHMSA, IIPUBOISAIIEE K He-
MPOU3BOJIBHBIM JIBIDKCHUSIM KOHEYHOCTEH W Juua (eunepkumess),
W3MEHEHUIO JIMYHOCTH M IOCTEIEHHOMY HapacTaHHIO CIaboyMust
(0emenyuu).

[lopaBnsromas yacTh MOPAKEHHBIX BCTyHajla B Opak, Korza
y HUX YK€ TPOSIBUJINCH KIMHUYECKHE CUMITOMBL. My>XunHBI Goie-
10T HecKobko 4amie. [leHeTpanTHOCTD BbIcOKas. Bo3pacT GonbHBIX
25-45 ner. Teuenme OONE3HW TMpOTpeccUpyIOlIee, IITUTEIEHOCTD
Ooie3Hn nmpuMepHo 15 ner.

Hpyroii (heHOMEH, XapaKTEpHBIH Ui ayTOCOMHBIX JOMHHAHT-
HBIX IMIPU3HAKOB, — 3TO HENOJIHAA HeHempanmHuocmy. 1leHeTpaHT-
HOCTb — CTATUCTHYECKOE MOHATHE, KOTOPOE ONpPEACIIeTCs KaK 10
WH/IWBU/IOB C KOHKPETHBIM T€HOTHIIOM, Y KOTOPBIX COOTBETCTBYIO-
LMK 3TOMY T€HOTHITYy (P€HOTHI MPOsIBUICS. B ciryuae HemosHOM me-
HETPAaHTHOCTH TNpH Iepefaye NpU3HAKa HMHOTAA OJHO IOKOJIEHHE
mporryckaercs (MPoIycK MOKOJEHHI), MpUYeM MPU3HAK HE MPOSBIIs-
€TCsl Y TOTO MHIUBHUAA, KOTOPBIH, CYAs MO POJOCIOBHOM, MOJKEH
OBITh T€TEPO3UTOTHBIM.

ITpumep 3a0oneBaHUs C HEMOJHOW MEHETPAHTHOCTHIO — pemu-
HoO1acmoma — 37I0Ka4eCTBEHHAs OMyXoib Tjia3 y jgerei. Ilene-
TPaHTHOCTb MYTaHTHOro rexa ot 60 mo 90 %, yactora 300s1€BaHUS
0,4:100000. I'en permHOOIaCTOMBI KapTHpOBaH Ha 13 xpomocome.
[lepBrie mpu3HaKu OOJNE3HM — CBEYEHHE 3PAYKOB, BSIAs PEAKITHS
3pavKa Ha CBET, TOTeps 3pCHHUS.

Brienens! n1Be ¢popmbl 3a0051€BaHMs: HACIEACTBEHHAS U CIIOpa-
mudeckas. Y 10 % O0JbHBIX PETHHOOJIACTOMA BO3HHUKAET BCIIEH-
CTBHE JleNielind ydacTka xpomocombl 130l4.1, y ocraibHBIX — B pe-
3yJIbTaTe CTPYKTYPHBIX M ()YHKIHOHAJIBHBIX HAapyIIEHHH B TIeHe
RB1, xoTopbIii B IOCEIHUE TOBI BBIJCICH U KIIOHUPOBAH OJjaroja-
pPS MCTIONB30BAHUIO MOJIEKYIISIPHBIX MapKepoB. BenKOBBIM MPOIYKT
3TOro reHa (PYHKIHMOHUPYET B HOPMAIBHBIX TKAaHSIX U B OMYXOJAX,
U TOJIBKO MpPHU PETHHOONACTOME OH OKa3bIBACTCS H3MEHCHHBIM.
IIpenpacnonoxeHHOCTh K = BO3HUKHOBEHHIO  PETHHOOIACTOMBI
B HACTOSIIIIEE BPEMs CBS3BIBAIOT C HAJMYUEM TEPMHHAIBHOM MyTa-
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MU B OHOM H3 aiuteneld reHa RB1, koTopsiit Haciemyercs 1Mo ayTo-
COMHO-JIOMMHAHTHOMY TUITy ¥ 0OHapyxuBaetcs y 60—75 % O0IbHBIX.

Tpetnii (eHOMEH — 6apbupylouias IKCHPECCUGHOCHb 2eHd.
[IposiBrsieTcst pa3nuYHON TSHKECTHIO KIMHUYECKUX CHUMITOMOB 00-
JIE3HW y TIOPaKEHHBIX YICHOB POAOCioBHOM. [Ipmumep, Heipodud-
pOMaTO3 — HPOSIBIISIETCA NUTMEHTHBIMH IISITHAMH M OIyXOJSIMH Ha
KOXK€ W TI0 X0y HEPBHBIX BOJIOKOH NPH POXKACHUH WIH B JETCKOM
BO3pacTe. Y HEKOTOPBIX OONBHBIX NPU3HAKU 3a00JI€BaHUS BbIpa)Ke-
HBI OTYETJIUBO, y APYIHX MOKHO OOHApyKUTh JIMIIb MATHA. 3aboie-
BaHue onucaHo B 1882 r. kak Oone3np PeximHraysena, yactora 3a-
ooseanus 1:2000, My>KuuHBI OOJICIOT Yallle.

I'en nenpoguobpomamosa muna | noxanmzoan Ha 17(11.2;
muna |l — na 220911.21 — q13.1. 3aboneBanue 00yCIOBIEHO MyTa-
e reHa Heripopudpomarosa | B 17q-xpomocome. I'eH mposiBisiet-
Csl y BCEX I'€TE€PO3UT0T, HO B Pa3HOil creneHn. My»XUuHBI U KEHIIH-
HBI MOPAKAKOTCS OAMHAKOBO 4acTo. CyIIecTBYET NMPEeArojokKeHUe,
4TO TeH HelpoduOpomaTosa | BXOAUT B Ipymily TeHOB, OJABISIO-
IIMX pocT omyxoiyieil. CHIKEHHE WM OTCYTCTBUE Oenka HeHpoduo-
poMuHa, BbIpabOTKa KOTOPOTO KOHTPOJHMPYETCS] T€HOM Henpoguo-
pomaTto3a |, IpUBOAMT K EPEPOKIESHHIO KIETOK.

YerepTast 0cOOEHHOCTh — 2emepo3uzomnocms. Ilodtu Bce HO-
CHUTEJM JOMUHAHTHBIX MyTaluil reTepo3uroTHsl. MHOrna cimyvaercs,
YTO JBa HOCUTENS JIOMHHAHTHBIX MyTallWi BCTYNalOT B OpaKk U uMe-
1ot aereil. Torma ¥4 u3 HUX OyIyT TOMO3HIOTaMH IO IOMHUHAHTHOMY
amemo (4AA). Hampumep, B KpOBHOPOACTBEHHOM Opake HOCHTEJEH
OpaxuaaKTUIINU POAMIICS PEOCHOK AA, y HEro Hel0CTaBAJIO MajlbIeB
Ha pyKax W HOTax, MMEJIHCh MHOXXECTBEHHBIC MOPOKH cKelera. Pe-
OEHOK yMep B BO3pacTe OJIHOTO TOJIa.

Bpaxuoakmunusa (KOpOTKONAJIOCTh) — MIEPBOE OMHCAHHE POAO-
CIIOBHOM € ayTOCOMHO-AOMHMHAHTHBIM HacienoBanuem (Papadu,
1905). Yacrora BcTpeyaeMoCTH OpaxHIAAKTHIMN Pa3IMYHBIX THUTIOB
1,5:100 000. bpaxuaakTuiiis — HaCJIEACTBEHHBIN Ae(eKT, XapaKTe-
PHU3YIONIMICS HEAOpa3BUTHEM (aJIaHT ¥ YKOPOUYEHUEM TalbIIeB Ha
pYKax WM HOTaX, HHOTAA PELYLUPOBAHO YHCIIO caMHX (hajaHr, HHO-
raa HaOJromaeTcs TUMOIIIA3usl HOTTEBBIX IUIACTHH, PUTHIHOCTH CY-
cTaBoB (cuManaHrus), CHHIAKTHINS, NoAuJakTHiania. K yacTHeIM
cilyyasiM OpaxuIaKTWIMH OTHOCATCSI 3KTPOIAKTHIMA U aJlaKTHIIUSL.
IIpu osxmpooaxmunuu HaOMOJAETCS HENOPa3BUTHE IUCTAJIBHBIX

76



(HorTeBBIX) (hayaHT; B TKENBIX CIy4yasX — OTCYTCTBHE HOTTEBBIX
u cpennux (Qananr. PasButue macTHBIX KocTedl He crpanaer. [Ipu
adaxmunuy UMeeT MECTO BPOXKICHHOE OTCYTCTBHE (haslaHT TajbIIeB
C YaCTUYHBIM WJIH TTOJTHBIM COXPAHEHUEM ITSICTHBIX KOCTEH.

[TopaxxeHHbIE OpaxWIaKTWINEH XapaKTePU3YIOTCSI HHU3KHUM PO-
cToM (cpemHuil pocT Myx4dnH 159 cMm), MO-BHINMOMY, BCIEICTBHE
YKOPOYEHHS HOT, a TaKKe KOPOTKMMHU pykamu. Bo BceM ocTanbHOM
OHHU COBEPLICHHO HOpMalbHEBI. PernpoaykTuBHas (yHKUIUS HE Hapy-
maercs. bonbmMHCTBO 3a00JIeBaHMIA, BBI3BIBAEMBIX T€HHBIMH MYTa-
IUSMHU ¥ HaOJFOJIaeMBIX B HBIHEIIHUX MTOKOJICHUSIX, IMEIOT CPaBHU-
TEIIFHO HeJlaBHee MMPOMCXOKACHHUE; YaCTO OHH SIBIISIFOTCS PE3YIIHTATOM
BHOBB BO3HUKIIINX MYTAIlHiA B TAMETaX OJHOTO M3 POJIUTEINEH.

bpaxuoaxmunruu xraccuguyupyromes na noomunvt A—E. bpa-
xugaktunust Tuna B (Brachidactyly Type B — BDB B) siensiercst ca-
MOW TspKesnoi (opMOH B TpyIIE HACIEACTBEHHBIX JOMWHAHTHBIX
Oopaxunmaktimii. BDB B o0ycioBneHa reTepo3uroTHRIMH MYyTAaIlHsI-
MU B Te€He TUPO3WH-KuHa3Horo perenitopa ROR2, xoTopsril mokanu-
30BaH Ha xpomocome 9 (9022) u coctout u3 9 3x30HO0B. beirok ROR2
00pa3oBaH BHEKJIETOYHBIM, TPAHCMEMOPAHHBIM U BHYTPHKJIETOYHBIM
JOMeHaMu. MyTanuu, 3aTpardBarolliie BHYTPHUKJICTOYHBIH JIOMEH,
MPUBOIAT K (PEHOTUITY ayTOCOMHO-IOMHUHA-HTHOH OpaxuaaKkTUINU
tuna B. JlomuHaHTHYIO OpaxumakTuinuio thiia B oOyciioBimBarOT
HOHCEHCMYTAIlNH, JIOKAIU3YIOIIHECS MPEUMYIIECTBEHHO B AK30HAX
8w 9 reHa m mpuBOAAIIKE K NedeKTy BHYTPUKIECTOYHOW YacTH
oenxa ROR2.

[Iaras 0cOOEHHOCTH ayTOCOMHO-TOMHUHAHTHBIX OOJIE3HEH — Cy-
IIECTBOBAHUE AHMUYURAUUU, TO €CTh, HAPACTAHUS TSHKECTH 3a00-
nieBaHus y OOJBHBIX MOCIEAYIOMINX TOKOIEHHUH.

2.2.2. AyTOoCOMHO-peniecCUBHbIIi THII HACJIE0BAHUSA

BonbmuHCTBO OOJIBHBIX € PELECCUBHBIM TUIIOM 3a00JE€BaHMUS
poXmaoTcs B Opakax Mexny (EHOTHITUYECKH HOPMAaJIbHBIMH TeTe-
posuroramu. B moToMcTBe Takoro Opaka BEpOSITHOCTH TOTO, YTO Pe-
OCHOK OKaXEeTCsl MOPAKEHHBIM cOocTaBUT 25 %. B OosblIMHCTBE
CJIy4yaeB PUCK ayTOCOMHO-PELIECCHUBHOIO 3a00JI€BaHUs B IIOTOMCTBE
OOJIBHOTO HH3KHM, YTO CBS3aHO C PEAKOCTHIO ITHX 3a00JIEBaHHM.
Ecnu GonbHOI (aa) BcTymaeT B Opak ¢ TeTepO3UTOTHBIM HOCHUTENIEM
MyTaruu (Aa) puck 3a0oyieBaHMS Y TOTOMCTBA B ITOM CIIydae CO-
craBmger 50 % W He OTIAMYaeTcss OT TAaKOBOTO MpPH ayTOCOMHO-
JOMUHAaHTHOM HacJIeIOBaHHH.
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BeposiTHOCTh poXKA€HHS OOIHHOTO peOeHKa 3HAYUTENHHO YBE-
JUYABAETCS TPHU KPOBHOPOACTBEHHOM Opake, Korma oba cympyra
HUMEIOT ONpEACICHHYIO OO0 OOIIMX T'€HOB, MOJYYCHHBIX UMH OT
o011ero mpemnka.

HaunOonee gacTeIMU 1 3HAYMMBIMH B KIMHUYECKOM OTHOLIEHHUH
SIBIISIFOTCSI TaKue OOJIE3HU C ayTOCOMHO-PELIECCUBHBIM THIIOM HAaCe-
JOBaHMsI, KaK MyKOBHCUU03 (KHUCTOMUOPO3 MOIKEITyJOUHOH Kere-
3bl), (peHUIKETOHYPHS, aAPEHOI€HUTATIbHBIN CUHAPOM, HUTMEHTHAs
Kcepoaepma, MHorue (popMbl HapyIIeHus ciryxa i 3penus. Ha ce-
TOAHALIHUN JIeHb W3BecTHO Oonee 1600 ayTOCOMHO-peIieCCHBHBIX
3a00J1eBaHU.

XpaxkrepucTiuKa OTAeJbHbIX HO30JI0THIl C ayTOCOMHO-penec-
CHUBHBIM THIIOM HACJIET0BAHMS, K KOTOPBIM OTHOCSTCS:

Iuemenmnaa kcepodepma. Onucana B 1968 r. Yacrora
1:25000. 3aboneBanue (HOpMUpPYETCS BCIEICTBHE HECTOCOOHOCTH
KIeTok OompHOTO pemnapupoBats moBpexneHus J|HK, Bri3BanHBIE
Y ®-uznyueHueM.

I'enernueckuii neeKT CBA3aH C MEPBBIM 3TAOM 3KCLM3HOHHON
penapauuu JJHK. B 3aBrucuMOCTH OT CTENEHU U XapakTepa HapylIIeHUH
JHK Beiensitor 9 rpymm 3a00sieBaHmi, YTO CBUJICTENBCTBYET O BOBJIE-
YeHHHW B 3TOT JTall pernapanun He MeHee 9 reHoB. ['eHbI KapTHPOBaHEI
Ha 2, 3, 9, 13 u 16 xpomocomax. Hampumep, ren rpymmnst C JoKanmzo-
BaH B 3 xpomocome. B mnokyce 3p25 obHapyxwmm 3ameny C Ha T
B Hyksieotrzie 1840 B sk30HE 8, 4TO MpUBENIO K OOpa30BaHUIO CTOII-
KOJIOHA B TIOJIOXKEHUH 579. OTa MyTalys [IPUBENA K CHHTE3Y YCEUEHHO-
ro Oenka, cocrosiiero u3 579 aMMHOKHCIOT (HOPMAJIbHBIA OeloK
940 amunokuCcHOT). Amienb R579X acconuupoBaH ¢ TSHKEIBIMEA KITHHH-
YEeCKMMH TPOSIBIICHUSIMU 3a00JIEBaHUSI — PaK KOXKHU. B JeTKuX cirydasx
pasBuBaets spureMa. CpeHHi BO3PACT MOSBICHUS 3a00I€BaHus 8 JIET.

Myxkosucuuoos (kucmo3nstii puopo3). Onrican aMepuKaHCKUI
natayioroanaroM JI. Augepcon B 1938 r. kak «KHCTO3HBIH (GHOPO3
MOJDKETyA0UHON xene3bl». MykoBucuunos (MB) 3anumaer mepsoe
MECTO IO PAacHpOCTPaHEHHOCTU B IPYIIE ayTOCOMHO-PELIECCUBHBIX
3a0oseBaHUN W BCTpedaercs B cpemHeM ¢ gactorod 1:6000 HOBO-
POXICHHBIX.

OCHOBHOH MATOT€HETHYECKUH MEXaHHU3M OOJIe3HH — yBeJu4e-
HHE BSI3KOCTH CeKpeTa, BBIACISIEMOTO CIM3e00pa3yIouMH KeJie-
3aMU OpOHXOB, KHILIEYHHUKA, TMOIKEITYJOYHOHN >KeIe3bl, CEMCHHUKOB
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U NPUAATOYHBIX Ia3yX HOCA, 4TO MPHUBOAUT K MX 3aKyIlopke. B pe-
3yJIbTaTe HapylIaeTcs MpPoLecC €CTECTBEHHOTO OUMIIeHHsI OPOHXOB,
B HUX aKTHBHO pa3MHO)KaeTCsl MaToreHHas (opa, pa3BHBaeTCs BOC-
najieHue. BocnaneHue B CBOIO odepens MPUBOAMT K OTEKY CIIU3HU-
CTOIl OPOHXOB M YBEJIMUECHHUIO IMPOLYKLUHU BSI3KOTO cekpera. Takum
o0pa3oM, 3aIrycKaeTcsl MOpOYHbIN Kpyr naroreHesa. M3-3a Hapymie-
HUS QyHKIMK OpOHXHMANBHBIX jKejle3 HabiromaeTcs sMuzema Jer-
KHX, THEBMOCKJIEPO3, OPOHXO03KTa3bl U Ap. B MOTy OONBHBIX MOBBHI-
IICHO BBIICIICHUE XJIOPUAOB, YTO JIETKO MOXET OOHApyXHUTh MaTh
TIPH TIOTIENTy€ B TYOBL.

B naTtoreHeTM4eCKOM MEXaHHU3ME pacCTPOMCTBA KEIYJOYHO-
KHULIEYHOT'O TpPakTa BAXKHYI0 PpOJIb WIPAIOT H3MEHEHHE BOJHO-
AIIEKTPOJIMTHOTO KOMIIOHEHTa MaHKPEaTH4eCKOTro0 COKa, €ro Crylie-
HUE U 3aTPYJHEHUE BBIICICHUS B IPOCBET KUIICYHUKA. DTO, C OJHOM
CTOPOHBI, MIPUBOIUT K HapyIICHUIO (OPMHUPOBAHHUS KAJIOBBIX Macc
Y KAIIEYHOW HEMpPOXOAWMOCTH, a C Jpyrod — K QubOpo3Ho-
KHCTO3HOMY H3MEHEHHUIO TKaHM IOKEIYIOYHOH >kese3bl. B psne
CllyyaeB BO3HHMKHOBEHHE KHMIIEYHON HENPOXOAMMOCTH HAOIIOAaeTCs
B MIE€PBBIE JIHU )KU3HU peOeHKa.

B 3aBucHMOCTH OT TUMa MyTallMid ¥ WX JIOKATU3alUK (QyHKIUU
0EIKOBOTO MPOJYKTa T€HAa MOTYT OBITh HAPYIICHBI MOJHOCTHIO HIIH
YaCTUYHO. DTO MPHUBOAUT K PA3IMUYUSIM B XapakTepe KIMHUYECKHX
MPOSIBJIICHUH U TEUEHUUs! OOJIE3HH.

I'en mykoBuCHKI03a (TpaHCMEMOPAHHOTO PETyJSTOPa XJIOPU-
Horo kanama — CFTR) kaprupoBan Ha 7 xpomocome (7031-032)
u coaepkuT 24 sk30Ha. OCHOBHOW THUIT MyTaIllii — KOPOTKHE Jele-
U B omHOHyKIeoTuaHbIe 3aMeHbl. OT 50 mo 70 % Bcex MyTtarmit
MPUXOJUTCS Ha AONI0 Jeienudd 3 1m.H. B komoHe S508-AF-508,
(delF508), mpuBomsiei k Aenennn (GeHunananuaa B 508 momoxe-
HUM Tonunentuaa. K HacTosmeMy BpeMeHH WASHTH(UIIMPOBAHO
oonmee 800 maTomormyeckux MyTanuid, oOycnoBmuBarommx MB,
MpUYEM, CYIIECTBEHHBIH NPOLEHT OOJIBHBIX SIBIISIOTCS KOMIAYHIAMH
MO IBYM Pa3iuyHbIM MyTanusMm. [Ipu MmykoBucIMIo3e MOKa3aHa He-
KOTOpasi 3aBUCUMOCTh TSDKECTH 3a0o0neBaHus OT Tuna mytanud. [lo-
3TOMY JICTEKIIMSI MyTallH{ B KAKOW-TO Mepe JaeT BO3MOXKHOCTD TPO-
THO3UPOBAHUS TeueHHs OOJIE3HM U MOMOraeT INpaBUJIbHO BBIOpAThH
TaKTUKY JICYECHHUSI.

BenkoBbIif mpoAyKT reHa, 0003HauYaeMbli KaK «MYKOBHUCIHI03-
HBIA TpaHCMeMOpaHHBIH perynstop nposoaumoctu» (MTPII), co-
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nepxut 1480 ammHOKHCIOT, oOecrieunBaeT HOPMaJIbHOE (PYHKIIHO-
HUPOBAaHUE XJIOPHOTO KaHajla, 4epe3 KOTOPBIA OCYIIECTBIISETCS
TPaHCHOPT HOHOB XJIOpPa U HATPUs Yepe3 KICTOUHYI0 MEMOpaHy.

Boioenarom mpu ocnoeuvix Kiunuueckux gopmot MB: 1) je-
2ounyto (15-20 % cnyuaes); 2) kuwmeunyro popmy (10 %); 3) cme-
WIAHHYI0, TIPOTEKAIOIIYIO0 C COUYETAHHBIM MMOPAKCHUEM JIETKUX U KH-
meunnka (75-80 %); 1-4 % — crepThie hopMBI 3a00IICBAHMS.

B GonpmmHcTBE Ciy4yaeB MepBble KIMHUYECKHE CUMIITOMBI MO-
SIBIISIIOTCSL HAa TIEPBOM TOAY JKHM3HH, a y psiaa OONbHBIX — B IEPBHIC
MecCSIII )KU3HA. Yale Bcero caMbIM paHHUM KIMHHYECKAM TPU3HA-
koM MB siBnsieTcst kauiens. OH HOCUT TTPUCTYTIO00pa3HBIN XapakTep
W HE IPUBOIUT K OTJENICHHIO MOKpOTHL. [lo Mepe TeueHus: Oone3Hu
Y IPUCOETMHEHNS] BOCTIAIMTENILHOTO MPOoIiecca MpHU Karuie O0IbHOM
OTXapPKHBAET CIU3UCTO-THOMHYIO, 37I0BOHHYIO MOKPOTY. Y OOJIBHOTO
MOSIBIISIETCSL OTABIINIKA M CEPJICYHO-JIETOYHAs HEeIO0CTaTOYHOCTE.
B GonmpmmHCTBE CiIy4aeB NOpakeHHE OpPOHXOB COIMPOBOXKIAETCS
HapylieHrneM (DYHKIIUM KUIIeYHUKa (3aropamu, BBITAJACHUEM IIpsi-
MOM KHUIIKH M JIp.) U TOHKETyTOUHOM Kenne3bl (caxapHbli 1uaber).
Yacrto y O6onbHBIX HaOmonaeTcst 3ajepkka QU3NUECKOTO Pa3BHUTHS,
CHIDKEHHE POCTa U YMEHBIIIEHNUE MBITIIEYHON MacCCHI.

Juaznocmuxa OCyuiecTBIsS€TCS Ha OCHOBAaHMHU: 1) HaIWuus
KIIMHUYECKHX CHMITOMOB TIOPaKEHUS OPOHXOJIETOYHOW CHCTEMBI,
KHIIEYHBIX PACCTPONCTB, MUCHYHKIUHN ITOKETYIOYHON >KEIe3bl;
2) yBeJIMYEHUsS] KOHICHTPAIIMH XJOPHUIOB B TOTE€ OOJBHOIO BHIIIE
60MMoITB/1T; 3) oOHapyxeHue myTaiuii B reHe CFTR.

2.2.3. CuenjieHHBIE C T0JIOM 3a00JI€BaAHUS

X-xpomocoma uenoseka conepxut okoio 150 MUIIMOHOB map
OCHOBaHMM, 4T0 coctapiser mpuMepHo 5 % JAHK B kimeTkax xeH-
utuH, 2,5 % B kiretkax mykuuH. Hecer 6onee 1400 renoB. OnHa 3
IBYX X-XpOMOCOM JKEHIIWHBI B COMAaTHYECKHX KJIETKaX JICaKTUBH-
poBaHa u o0pa3zyert Temnblie bappa.

Y-xpomocoma cocmoum u3 58 Muniuonoe nap azoTHCTHIX OC-
HOBaHWU, W HeceT mpuOmm3utenbHo 2 % JIHK kimetkm uemoBeka.
B Y-xpomocome kaptupoBano 86 reHoB. Conepxkut rern SRY (Sex-
determining region of the Y), onpenensitonumii My>KCKOH TOJ opra-
HU3Ma, a TaKKe TeHbI, HEOOXOIUMBIE JJISI HOPMAJIBHOTO (HOPMHUPO-
BaHMs CIIepMaTo30ua0B. SRY-reH paboTaeT TONBKO B CEMEHHHMKAX.
Y-xpomMocoMa He peKOMOHHHUPYET ¢ X-XpOMOCOMOH, 32 UCKIIOUCHH-
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€M HEeOOJBIINX YYaCTKOB Ha TEIOMepax, KOTOPBIE COCTABIIAIOT OKO-
710 5 % ATMHBI XPOMOCOMBI. JTO PEIMKTOBBIE YYaCTKH JPEBHEH ro-
MoJsioruu Mexkay X u Y xpomocoMamu. boibinas gyacts (okoso 60 %)
JUTMHHOTO TIIeYa Y -XpOMOCOMBI TIPEACTABISAET CO00H (PyHKIMOHAIB-
HO HEaKTHUBHBIA reTepoxpoMaTwH. OCHOBHas 4acTh Y-XPOMOCOMBEI,
KOTOpass He MOABEp)KeHa pexoMOuHarmu, HaseBaercst NRY (non-
recombining region of the Y chromosome). 9T1a 4acth Y-XpoMocoMbI
MO3BOJISIET MOCPEACTBOM OLEHKH OJHOHYKJICOTHIHOTO TMOJIUMOP-
¢u3Ma onpenenuTh NPSIMBIX MPEIKOB M0 OTIIOBCKON JTMHUH.

X-cuennennolit 0OMUHAHMHBLI MUR HAC€006AHUA TIPOSBIS-
€TCsl Y TEMU3UTOTHBIX MYXXYHH M Y TeTePO3UTOTHBIX XKEHIIHNH. Bee
CBIHOBBSI TTOPKEHHBIX OTIIOB 30POBHI, 370POBHI M WX JeTH. Bce
J0YepH MOPaKEHHBIX OTLIOB MOPa)KeHbI. My>KYHHBI TOPaXXeHbI 00-
Jiee TSDKENO, YeM JKCHIIUHBIL.

IIpumMepoM Takoro TUIA HACJICAOBAHUS SBIAECTCS YCHIOUYUGDHLIL
Kk eumamuny D paxum c runopocharemueir. Bce modepu 0OIBHBIX
oToB OonbHBL. [lopakeHHBIE MaTepy UMEIOT Kak OOJBHBIX, TaK
Y 3JIOPOBBIX CHIHOBEW W Jouepeid. DoaiuKyaapHulil zunepkepa-
mo3 — ToTepsi pecHHI, OpoBell, Takke Hacienyercs Mo X-
CICTJICHHOMY JJIOMUHAHTHOMY THITY.

X-cuennennulii peyeccueHbvlii MUN HACTE008AHUSA

K nacrosmemy Bpemenn n3BectHo Oosee 850 X-criereHHpIx 3a00-
JIEBaHMIA; TIONIABJISIIOIIEE MX OOJIBITMHCTBO OTHOCHTCS K X-CIETUICHHBIM
PEIeCCUBHBIM, HAMHOTO MEHBIIIE — K X-CIIeTICHHBIM JOMHUHAHTHBIM
W elle MeHbIlle — K JIOMUHAHTHBIM C JIETAILHBIM UCXOJIOM JJIsl TEeMU-
3UTOTHBIX IJIOZ0B MYKCKOTO mojia. OOBIYHO TOPaXKeHbI MYKUHHEI,
a g peaknx X-CIEIUICHHBIX 3a0oieBaHUi mouTH Beerda. Bce mx
(EeHOTUNNYECKU 3/I0POBbIE 10YePr OOIBHBIX MY>KUMH SIBJISIFOTCS HO-
CUTEIbHUIAMU (T€TePO3UTOTaMH); CHIHOBbS MOPAKEHHBIX MYKUHH
3II0POBBI.

Haubonee u3BecTHbIil nipumMep — cemogpuaua A. Temopumus A
BO3HHKAET B Pe3yJibTaTe HAPYIICHHUS CHHTE3a TYMOPAIBHOTO (aKkTo-
pa, HeoOXOAUMOTO Il TIEPBOM CTaJIUU CBEPTHIBAEMOCTH KPOBH —
a"nturemoduimyeckoro rinodynmuna (paxrop VI — Genok). ¥V Hop-
MaJIbHBIX WHAWBUAOB aKTUBHOCTH 3TOro Oeisika xojebnercs ot 40 %
10 300 % (cpenHee 3HayeHue npuHATO 32 100 %).

B rene ¢axrtopa VI (VIII — rex F8C) obHapyxeH mommumop-
¢bm3M. Y OONBHBIX TeMOQHINEH aKTHBHOCTh ITOr0 O€lika pPe3Ko
CHIDKEHA MJIM TOJHOCTBIO 0TCyTCTBYET. 50 % 00NbHBIX reMopuIrei
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A wue umeer daxrtopa VIII, 5% mmeer HopManbHOE KOTUYECTBO HE
paboTtaromiero Oenka. Y OCTaJBbHBIX CHUKCHO KOJHMYECTBO Oeciika
VIl npu HOpManbHOI aKTUBHOCTH.

Mbouumeunasn oucmpogusn /Jroumenna—bexxepa — X-crienicHHOE
HeuzJeunMoe 3aboneBaHue (ecTb M Apyrue (OpMBI — ayTOCOMHO-
pereccuBHast, ayTOCOMHO-IOMUHAHTHAS). DTO OJTHA M3 YaCTHIX (GOpM
MHOTOYHCIICHHBIX HACIIEICTBCHHBIX HEPBHO-MBILICYHBIX 3a00seBa-
HUi. MbllIeYHble AUCTPOPUH XapaKTEPU3YIOTCS IPOTPECCUPYIOIUMH
JlereHepaTUBHBIMU M3MEHEHUSIMH B MOMEPEYHOTIONOCATON MYCKYyJla-
Type 0e3 MepBHUYHOW MATOJOTHH TNEePUPEepUIecKOro MOTOHEHPOHA.
Muonuctpodus /romenna—bekkepa BeI3BaHa MyTanuel B TeHE, OT-
BETCTBEHHOM 3a CHHTE3 Oenka AuCTpoduHa. DTOT OEIOK HAXOIUTCS
B OOJIBIIMX KOJIMYECTBAX B 00JACTH CAPKOJIEMMBI, IOJIEPKHUBASL, TIO-
BUAMMOMY, [IEJIOCTHOCTH MEMOpaHEI.

I'en muctpoduHa JOKAIM30BaH B KOPOTKOM Imieue X-XpPOMO-
combl B o0mactu Xp21.2. OH KIOHUPOBAH U CEKBEHUPOBAH. JTO ca-
MBI JUTMHHBIA Te€H W3 BCeX HM3y4YeHHBIX. B Hem Ooiee 2x10° nap
HyKIeoTHoB (Oomee 60 wHTpOHOB): mnmuHa MatpuuHo PHK —
16 000 m. H. B cBsi3u ¢ 60110l JUTMHOW T'eHa B HEM 4acTo HaOlroa-
FOTCS MEPECTPONKH, BEAYIIME K MyTalusaM. J{os «CBEXUX» MyTaldi
B 00IIIeM uucie ciiydaeB muoucTpoduu JlromeHHa—bekkepa cocTas-
ssieT 30 %. ITockonbKy reH CeKBEHHPOBaH, MOJIEKYJISIPHO-TEHETHIECKAs!
JMArHOCTHKA T€MHU- U TeTEPO3UTOTHBIX COCTOSIHMI BO3MOXKHA ITOYTH BO
Bcex ceMbsix. B 65-70% y OospHBIX Muomuctpodmen [lromenHa—
Bekkepa aumarHOCTHPYIOTCS TIPOTSHKEHHBIE BHYTPHI€HHBIC JIEICIINH,
3aTparvBarolIye HeCKOJILKO COCETHUX K30HOB. VX MonekynsipHas au-
arHocTuka npooauTcs ¢ ucnonb3oBanueM [I1[P. Crnenmansabie 6omee
CIIOKHBIE METOBI Pa3paboTaHbl AJIsl BBIABICHUS T€TEPO3UTOTHBIX HO-
cuTesell MyTalyi, YTO TO3BOJISIET BO MHOTHX CEMbSIX BBICOKOIO PHCKa
MPOBOJNTH MPO(UIAKTUKY 3TUX TsDKeNeHImux 3a0oseBaHuii Ha Oase
MpeHaTaIbHON TUarHOCTHKH.

Ienernuecku enuHast popma muomuctpoduu Hromenna—bekke-
pa KIMHUYECKH pasfelnsiercss Ha Muoauctpoduro [lromeHHa U Muo-
nuctpoduro bekkepa.

Muooucmpogpus /[iomenna Bctpedaercs ¢ gactoroir 3:10000
KUBOPOKICHHBIX MaJb4YMKOB. bonesns mposieisiercs: pano. BripaskeH-
HBIE CUMITOMBI HOSIBISIOTCS y JeTel yxe B 2—3-JISTHEM BO3pacTe
B BUJIC M3MEHEHHUS TOXOIKH («yTHHAs»), MCEBIOTHIICPTPOGHN HKPO-
HOXKHBIX MbI. IIponece atpoduu MBI MOCTENEHHO IpHOOpeTaeT
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BOCXO/ISAIIIEE HATIPABJICHNE: MBIIIIIEI Oeipa — Ta30BbIH MMOSIC — TUIEUEBOM
nosic — pyku. ATpoduueckuil mporecc pa3BUBacTCs U B cepaue (Kap-
muomuonatus). OcTpast ceplieyHasl HEIOCTaTOUYHOCTh — MpHYMHA Jie-
TaJIFHBIX UCX0A0B. VHTEIIeKT y OONBHBIX AeTeii cHmkeH. Koppersmn
MEXKIY TSDKECTHIO MBIIIIEYHOTO Ie()eKTa M CTETIeHbI0 CHIDKEHNS MHTE-
nekTa HeT. Ha camoli mocnemHeit cramuu aTpodust MBI (C1ad0CTh)
3aXBaThIBACT MBIIIIIBI JIUIIA, TJIOTKU U JIbIXaTeIbHbIC MBIIIIBI. BobHbIC
YMUPAIOT Ha 2—3-M JECSTUIICTHY KHU3HU.

Muooucmpogpus bexkepa — noOpokauecTBeHHas (popma HepB-
HO-MBIIIEYHBIX Oone3Hed. Yactora Muomuctpodun bekkepa y HOBO-
poxknéHapIx ManpuukoB coctapiseT 1:20000. Ilo xmmHWYECKHM
cuMmToMaM MuoaucTpodusi bekkepa HamoMHHAET MHOIUCTPO(UIO
JroiieHHa, HO B MeHee BbIpakeHHOU (opme. Havano Gone3Hu — He pa-
Hee 1015 ner, TeueHue MATKOE, OOJILHBIC COXPAHSIOT pabOTOCIIOCO0-
HOcTh B Bo3pacte 20-30 ner. @epTHinbHOCTh Y OOJNIBHBIX HE CHIDKEHA.
Hapymenust nHTENNEKTa W KapAHMOMHOTIATAN HE OTMEUaroTcs. «Msr-
Kas» (mnmm mobpokadecTBeHHast) (opma muomuctpodrum bexkepa
oOBsICHSIETCA TeM, YTO B oTn4ue oT muoamctpoduu J[lromenna
(MOJTHOCTBIO TIPEKpAIaeTCss CHHTE3 TUCTPO(PHHA), TPH MHOIUCTPO-
¢un bekkepa cunTe3 qUCTpOdUHA TETEPMUHUPYETCS, HO OO Oenka
BbIpa0aThIBACTCS MAJIO, JINOO MPOILYITUPYETCS] aHOMAJIbHBIN AUCTPOUH.

Crenmnyeckoe nedenne muonuctpodun JromenHa u bekkepa
HE CyIIECTBYeT. YMEepEHHbIC YIPaXXHEHHsI TOOIIPSIOTCS A0 TEX TOp,
IIOKa OHHM BO3MOXXHEI. [lacCHBHBIE yHpaXHEHHS MOTYT MPOIIUTH
nepnuo, Korja manueHT MOXKET XOAUTh U HC HYXXKAACTCA B UHBAJIN/-
HOM KoJiAcke. ['eHHas Tepanus Ha CETOHAIIHUM 1€Hb HEAOCTYIIHA.

Y-cuennennoe nacinedosanue uiu 201aHOpUYecKoe HAC1e00-
eéanue. IlpuMepoM TakoTro HACJIEIOBAHMS SIBISETCS BIIOJNHE O€3-
OOUIHBIN MPU3HAK — OBOJIOIIEHHOCTh YIIHOM pakoBwHEI. [laTonoru-
YECKHUEe MYTaIluH, OOYCIOBJIMBAIOIINE HapyIIeHus (GopMHpOBaHHS
CEMEHHHMKOB WIIU CIIepMaTOreHe3a, He HACIEAYIOTCS B CBS3U CO CTe-
PHILHOCTBEO UX HOCHTEIISI.

2.2.4. HacaeacrBennble 0oje3Hn odoMeHa Bemects (HBO)
TaK)Xe OTHOCSITCS K MOHOT€HHBIM OOJIE3HSIM.

Cpenu HaclieACTBEHHBIX O0Je3Hel 0OMeHa BBIACTISIOT:

— obone3nu amunoxuciom ((PEHMWIKETOHYPHS, aTKANTOHYPHS,
AIILOMHU3M);

— Oone3nu yene60006 (TanakTo3eMusl, TITUKOTEHO3bI, MyKOIIOJIH-
caxapumo3sl);
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— 6onesnu aunudos (TUMEPIUIHICMUS, THIIEPXOICCTEPUHEMHUSI,
MYKOJUTIHIO36I);

— OonesHu nypuros u nupumuduxos (noparpa, cuaapom Jlerma—
Haiisina);

— 6onesnu Guocunmesa Kopmukocmepouoos (aIpeHOreHnTallb-
HBIH CHHAPOM)

— boaesHu aumgpoyumos u aelixoyumos (HeIOCTaTOUHOCTh afle-
HO3WH/IE3aMHHA3BI);

— bonesnu memannos (6onesnn Bumscona—KonoBanosa, Menkeca);

— bonesnu  mpancnopma  cucmem  nowex (ButammH D-pe-
3UCTEHTHBIN PAXHT);

— 6onesnu spumpona (anemus @aHKOHH, TEMOJTUTHYCCKUE aHe-
MUH, HEJIOCTaTOYHOCTh TJIF0K030-6-hoctaTaeruaporenassl);

— Oone3HU HAKONeHUsl, CBA3aHHbIe ¢ epuuuToM (DepMEHTOB JIU-
30COM (HACHEAYIOTCS C IUTOINIA3MOM IO MaTepUHCKOH nHNM). Takue
HBO nposBiIAOTCS OpOrpecCUpYyOMMM HAKOIUIEHUEM Ipealle-
CTBCHHUKOB METAa0OJMYECKUX PEaKIHH B KIIETKaX pa3HbIX TKaHEH,
HaTNpUMep, OTJIOKEHHEM MaKPOMOJICKYJ TJIUKOT€HA, TITHKONPOTEH-
HOB, TJIMKOJIMITHIOB, MyKOIMOJIUCAXapUIOB, COUHIOIUIUIOB, KOTOPBIE
B YCJIOBUSIX HOPMAJBHOTO OOMEHA BEIECTB «CaMOIIEPEBAPUBAIOTCS
JIN30COMAaJIbHBIMU q)epMeHTaMI/I, 4qTOo HeO6XOZ[I/IMO IIpyu OUMILIECHHUU Op-
raHU3Ma OT MPOAYKTOB JKU3HEACATEIBHOCTH U MEPTBBIX KIIETOK.

Oco0eHHOCTH NPOSABJICHUS HAPYIIEHHIT MeTaboIu3Ma

— MnaneHnbl ¢ BpOXICHHBIMH HapyHICHUSMH METa0oIM3Ma
OOBIYHO BBITJISIAT OOJIC3HEHHO YXKE B TIEPBbIC HEJICITH JKU3HH.

— OHHM 4acTo MIOXO COCYT IPy/b, COHJIMBBI U BSUIbI, BIUIOTH A0 KO-
MaTO3HOT'O COCTOSIHUSL. B HEKOTOPBIX CilydasiX pa3BUBAOTCS CYIOPOIH.

—OTH NpU3HAKA HE SBIAIOTCA CHEHUOUUHBIMU IS JaHHON
IpyIIb 32001€BaHUMH.

— XapaKTepHOH 0COOCHHOCTBIO MAIUEHTOB ¢ BPOXKICHHBIMU Me-
Ta0OJIUIYECKUMU HapyImCHUAMU ABJIACTCA HeO6I)I‘IHBII>'I 3arax KOxH.

CKpununz H0BOPOICOEHHBIX — 3TO MAaCCOBOE 00CIIETOBaHNE BCEX
POMBILIMXCS dKMBBIMH JIETEH C MOMOILBIO CIIEIMATIBHBIX 1a00PaTOPHBIX
TECTOB JId BBIABJIICHHUA HEKOTOPBIX TSKEIIBIX HACJICACTBECHHBIX 60He3-
Hel 10 pa3BUTHUS KIIMHUYIECKOH KapTUHBI 3a00I€BaHHSL.

OcnosHuie ycnogusi npogedenus CKPUHUPYIOUUX NPOSPAMM.

1. 3aboeBadme BCTPEUACTCS B TOIMYJISITMH C BRICOKOM 9acTOTOM
(1:10000 HOBOPOXKICHHBIX U OoJIEE).
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2. be3 nedyenns nanHoe 3a00JI€BaHNE PUBOJUT K PE3KOMY CHU-
KEHHIO TPYI0- H KU3HECTOCOOHOCTH.

3. CymiectByrOT 3(h(heKTHBHBIC METO/IbI JICUCHUSI.

4. Pazpaboran 3¢ppekTHBHBII MPOCEUBAIOIITUI TECT.

5. I[Iporpamma momkHA OBITH SKOHOMUYECKH BBITOTHON

Bo Bcex crpaHax mpoBOAAT CKPUHHUHT Ha JBa 3a00iieBaHUS —
(EHUNKETOHYPHIO U BPOXKIEHHBIH TMIOTHPEO3, B HEKOTOPBIX CTpa-
Hax — Ha 4—6 3a0oneBanmii. CyMMapHO BO BCEM MHpPE OCYIIECTBIIS-
€TCsl CKpUHUHT IpuMepHO Ha 40 HaCIIeICTBEHHBIX OOJIE3HEN.

C 11eN1bI0 CKPUHUPOBAHUS Y HOBOPOXKIEHHOTO Ha 4—5 NTEHb JKU3-
HH OepyT HECKOJBKO Karellb KPOBH 3 IISITKK Ha OJaHK 0co00i (uitb-
TPOBaIBHOW OyMaru ¢ yka3aHueM (aMWINH, ATl POXKICHUS W Beca
peberka. KpoBb BBICYIIMBAETCS W OTIPABISACTCS B OMOXMMHUYECKYIO
TabopaTopyIo CKpUHUHTA. Pomureny y3HAIOT 0 pe3yibTarax TeCTUpPO-
BaHMA peOSHKA TOJIFKO B TOM CIIydae, €CIIi BO3HUKHYT IMPOOIEMBL.

Bosne3nn aMMHOKHCIOTHOT0 00MeHa — STO TpyTIa 3a00JIeBaHNT,
00YCIIOBNICHHBIX HACJIEICTBEHHBIMM HAPYIICHHAMH METa0oIM3Ma pas-
JIMYHBIX aMUHOKHCIIOT, TAKKe JIePeKTaMU CHHTE3a MOYEBHUHBI.

BaxuelmM miposiBIeHHEM HapyIIeHHs 0OMEeHa aMHHOKHCIOT
SIBIISIETCSL 2UNEPAMUHOYUOYPUSL — YBEITUUEHHE COJEpKaHUsI COOTBET-
CTBYIOHIMX aMHUHOKHCIIOT B KPOBU U MOYC.

Knunuueckue nposenenus: MHOTHE aHOMAaJIUH aMHHOKHCIIOT-
HOTO OOMEHA XapaKTePU3YIOTCS OOIIMMHU YepTaMH: YIOpHas pBOTa,
OTKa3 OT eJlbl, THIOTPOQUs, OTCTaBaHHE OOJILHOTO peOeHKa B HEPB-
HO-TICUXWYECKOM Pa3BUTHH, MHOTOOOpPa3HBIMH HM3MEHEHHUSMH CO
CTOPOHBI HEPBHOM CUCTEMBI U JPYTHUX OPTaHOB M CUCTEM.

OCOOCHHOCTH HACIIE/ICTBEHHBIX 0OJIe3HEH aMHHOKHCIOTHOTO
oOMeHa COCTOST B TIPOSIBIIGHUHU HX IIOCIIE ONPEeNIEHHOT0 TIepro/ia
KaXKyIerocsi 0yiaronoiiyyusi, Yepe3 HEKOTOpoe BpeMs IOCJE POXK-
JACHUA. B cBs3u ¢ aTtUM MHOI‘OO6pa3HBIe OTKJIOHCHHUSA B pa3BUTHU
pe6eHKa — TNOBBIIICHHAsA HEpPBHAasd BO36YJII/IMOCTI) HJIN 3aTOPMOXKECH-
HOCTb, aJUHAMUs, CyIOPOXKHOE COCTOSHHE W T. I. JIOJDKHO BO30Y-
JUTH TIOA03PEHUE HA MAaTOJIOTHI0 OOMEHA AMUHOKHCIIOT.

I'eneanocuueckuii ananuz. 3a00NeBaHUs HACIEIYIOTCS ayTo-
COMHO-PEIIECCUBHO (32 PEIKUM HCKIIOYeHHEM). B poaocioBHBIX
OOJIBHBIX MMEIOTCS YKa3aHHs Ha POJCTBO POIUTENICH, POUCXOKIE-
HUE UX U3 00IIeil MECTHOCTH, CXOAHAS MATOJOTHS WIN CITydau paH-
HEW CMepTH y OpaTheB WK cecTep MmpodaHa.
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Jleuenue: nuera, B IEPBYIO OYepelb, UCKIIOUEHHE U3 PALMOHA
OONBHBIX TIPOIYKTOB, COMIEPIKAIINX OEJIKH SKUBOTHOTO TIPOMCXOKICHHS,
orpaHUuYeHHEe MOTPeOICHUS OEIKOB PACTUTEIHHOTO MPOUCXOKICHHS
C y4eTOM MHHHUMAJIHOWH CYyTOYHOH MOTPEOHOCTH B TOH aMUHOKHC-
note, MeTaboIu3M KOTOpOH HapylleH, IPUMEHEHHUE I0JIyCUHTEeTHYe-
CKUX JIe4eOHBIX NPOILYKTOB, CO3JAHHBIX M3 CMECEH aMHUHOKHCIIOT
JUISL BOCTIOJIHEHMsI AeuuuTa Oenka, paBHOMEPHOE paclpe/eieHue
TUETHYECKOW OETKOBOM HAarpy3Ky B T€UEHHUE JTHS.

[Tpumep HapyiieHUs: 0OMeHa AMUHOKHUCIIOT — (heHUIKEMOHYPUs
(DKY) — ¢enunnupoBunorpaanas onuroppenus. OKY Brepsbie
ormcana O&mmurom B 1934 r. Ha3anue atoit Oonesnu nan [lenpoys
B 1935 r. Yacrora 3a0oneBanus B mupe B cpexaem 1:10000, B bena-
pycu 1:6 000 nHacenenus. YactoTa y My>KYMH M JKEHIIMH OJMHAKOBA,
OJTHAKO MaJbYMKH MOTHOAl0T yalle Ha MEepBOM ToAy >KU3HH. bonb-
Heie @KV xapakTepus3yroTcs MPOTPECCHPYIONINM CIIadoyMueM, 00-
JAfAI0T CIIeHU()UIECKUM «MBIIIMHBIMY 3a[1aXOM.

AyTOCOMHO-perieccuBHOE 3a00JieBaHne, O0YCIOBICHHOE MyTa-
1Mel reHa, Koaupyomiero ¢henmnananuaruapoxcunasy (PAH — phe-
nylalanine hydroxylase gene), npuBOAMT MPU OTCYTCTBHH CBOECBpE-
MEHHOM TEPAINMHU K TSKEIIOW YMCTBEHHOM OTCTaNOCTH.

OeHnanaHuH — He3aMeHnMas aMuHOKKcIoTa. OcHOBHAs (pak-
nusl (peHuIaTaHuHA OKHCISIETCSl A0 THUPO3MHA M, B 3HAYUTEIIBHO
MeHbIIEH Mepe, 10 Ipyrux coeauHeHui. Jledpunmr deHumananuH-
THJIPOKCHIIA3bl IPUBOJIUT K HAKOTUIEHHIO ()eHMIIANIaHWHA B CBIBOPOTKE
KpoBU. VIMeIOTCSl JaHHBIE O TOM, YTO HapylleHus oOMeHa (eHu-
QJaHMHA MPUBOIAT K HAPYIICHUIO MUEIMHHU3AIMK MO3ra U K Helo-
CTaTOYHON MPOAYKIHMH aJpeHalluHa, HOpaJpeHaJuHa, MeJlaHWHA,
TOPMOHOB IIIMTOBUIHOM JKeEJI€3bl.

PAH-ren (12 xpomocoma) TpaHCKpHOUpYETCS B TenaToluTax
c obpazoannem MPHK. HawmbGomee pacmpocTtpaHeHHBIN THIT MyTa-
U — OJIHOHYKJICOTH/IHbIE 3aMEHBbl (MHCCEHC, HOHCEHC, MYTalluH
B caiftax craiicunra). B benopyccun n Poccun, a Taxke Ha BOCTOKe
EBpomnbl Hanbonee pacnpocTpaHeHa MyTalus B 3K30He 12, koTopas
MPUBOJIUT K 3aMEHE apriHrHa Ha Tpuntodan B 408 MOJI0KEHUH 110~
munentunHoi nernm (R408W). Buytpu PAH-reHa JOKaIn30BaHO
6onee 10 monmMMopHBIX CAalTOB PECTPUKIMHU, IPHUYEM pacipeese-
HUS TaIUIOTUIIOB II0 3TUM MapKepaM Cpelu IIpefCcTaBUTEIeH pa3HbIX
pac U 3THUYECKUX PYII 3HAUUTEIBHO Pa3Iu4yaioTcs.
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Oxomo 90 % nereil — GIOHAWHBI CO CBETIION KOXKEH M roiyObIMu
I71a3aMy, 9TO0 OOYCJIOBIIEHO HEIOCTATOYHOCTHIO NMUIMEHTa. B mepBble
MECSIIbl JKMU3HU JIETH B OOJBIIMHCTBE CIIy4YaeB BBITJIAAT 310POBBIMU.
Hexotopele e ¢ mepBbIX AHEW XHU3HHU BsUIbI, COHJIMBBI, peke Oecro-
KoiHBI. OTCTaBaHNE CTAHOBUTCS OCOOCHHO 3aMETHBIM Ha 2-OM IOJIYTo-
Iy KU3HU. [leTn He cTpeMsTcs K OOLICHHUIO C POIUTEIISIMU, APYTHUMHU
JeTbMH. BONBIIMHCTBO HENEYEHHBIX OOJIBHBIX YMCTBEHHO OTCTANbIC.
[IporpeccupoBanne mcuxudeckoro aedekra HadmoaaeTcs 10 4-X JIeT.

O hexkTUBHBIM METOIOM JICUCHHS SIBIISICTCS CIICLUaIbHAs JHe-
Ta, Coeprkamas J03WPOBaHHOE KonndecTBO (eHunananuna. s
MPeJOTBPAIlleHUs] TOBPEKACHUN Mo3ra JiedeHHe Haa0 HaYMHAThH
OyKBaJILHO C TIEPBBIX HEJENb Xm3HH peOenka. Korma pebeHok [o-
CTUraeT S5-JIETHEro BO3pacTa, M30BITOK (DeHMIIAIaHMHA YK€ HE OKa-
3BIBACT TAKOTO Pa3pyIIUTEIBHOTO ACHCTBHA Ha MO3T pebeHKa, Kak
B npeapAymui nepuoa. CUuTaoT, YTO K 3TOMY HEPHOAY KU3HH 3a-
KaH4YMBAETCSI MUEIIMHU3ALMS MO3Ta.

Hapymienusi o0MeHa JINNU0B

Jlunuow — GoblIas TPyNIa BEIIECTB, BKIOYAIOIIAs TPUIIIHLIC-
PHIBI, XOJECTepOJl, KUPHBIE KHUCIOTHI, (HoCchHOTUNUIbI, COUHIONH-
MUJIBL U JIP.

OO0mre (HU3NKO-XUMHUYECKUE CBOMCTBA JTUMH/IOB — IIOXasi pac-
TBOPUMOCTb B BOZA€. B CBS3M € 3TUM MX TpaHCHOPT B OpPraHU3ME BO3-
MOXCH B BUJIE JIUMNI0-0CTKOBBIX KOMIUIEKCOB. OCHOBHBIM TIEpEHOC-
YHKOM CBOOOJHBIX KUPHBIX KUCIIOT SIBJISETCS allbOYMUH, B TO BpeMsI
KaK Jpyrue JUIUIbI TUPKYJIMPYIOT B COCTaBE JIUIONPOTEHHOB — KOM-
TUIEKCOB JIMIUIOB CO CHELU(PUIECKUMH OeJIKaMU — aronpOTEeHHAMHU.
Cpeau JIMIONPOTENHOB BBLICISIIOT JIMITONPOTEMHBI HU3KOH IIOTHOCTH
(JIITHIT) n munonporenHsl Beicoko# turotHocTH (JITIBIT). JITTHIT siB-
JSIFOTCSL TJIaBHBIMM TIepeHOcYMKaMu 3¢upoB xosectepuna. JITTHIT
MOTYT cBs3bIBaTbesl ¢ perientopamu JIITHIT Ha xinerounsix memOpa-
HaxX. 3aTeM OHH TMOMaJaloT BHYTPb KIETKH, pa3pymaroTcs B JIM30CO-
Max ¢ 0CBOOOXIeHueM cB0oOoiHOTO XonectepuHa. JITIBII BeimmomHsOT
JIBE BayKHbIe (PYHKLMH: SIBISIOTCS UCTOYHUKOM aIrlONPOTEHMHOB M OIO-
CpeAyIoT OOpaTHBII TPAHCIIOPT XOJIECTEPHHA, 3aXBaThIBasl XOJECTe-
PHH U3 CTaperoNyX KIETOK U APYTUX JUMONPOTEHHOB U TIEPEHOCS €ro
B OCTAaTOYHBIC YAaCTHIBL, MOTJIOIIAEMbIE ME€YEHbI0. XOJIECTEPHH JKC-
KpPETHpyeTCsl TEUCHBI0 B COCTABE JKENYM Kak B (opMme CBOOOIHOTO
XOJIECTEPUHA, TaK U B (POPME >KEITIHBIX KHUCIIOT.
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[Ipumepom Hapy1eHns: oOMeHa JIMITUIOB SABILSIETCS 2Unepxo/iecme-
punemun. Cemeitnasa zunepxonecmepunemus BO3HUKAET BCIIEJICTBHE
agomarmii peuenrtopa k JIIIHII u xapakrepusyercss O4eHb BBICOKUMU
KOHLIEHTpPAIMAMH XOJIECTEPHHA B IIa3Me KPOBU C PAHHETO IETCTBA.

AyTOCOMHO-TOMHUHAHTHOE HaclefoBaHue. YactoTra reTepo3uroT
B nonyisiimu 1:500. B ocHOBe 3a00iieBanHmMs JSKUT ASEKT TeHa perier-
topa k JITTHIT (LDLR — low density lipoprotein receptor gene), jokau-
30BaHHOTO B 19p13.2. I1pu 3a001eBaHMM MMeeT MeCTO Ae(EKT CBSI3bI-
BaHUSI XOJIECTEPUHA BCIICICTBHE HApyIIEHHS (YHKIMH DPELENTOpPOB
C OJJTHOBPEMEHHOM CTUMYIISILIMEH CHHTE3a 3HAOTEHHOIO XOJECTEPUHA.
VY rereposurot (0,2 % HaceneHus) TEHACHIMS K Pa3BUTHIO HIIEMHYE-
ckoii 6ose3nu cepaia (MBC) nabmrogaercst npumepHo Ha 20 JIeT paHb-
111e, YeM y HacelleHus B 1enoM (3—4 necsaTuierie Ku3Hu). Y TOMO3UTOT
(momrynsimmonHas gactota 1:1000 000) BooOIIE OTCYTCTBYET CBSI3bIBA-
uue JIITHII ¢ penenropamu. Y Hux B gerctee pasuBaercs UBC u 6e3
HaJUIEKAIIEro JeYEeHHUsI OHU PEIKO TOKHUBAIOT J0 B3POCIIOrO BO3pacTa.

Knuanueckue mposBICHUS — MPEKIEBPEMEHHBIN aTepOCKIEPO3
KU3HEHHO BaXXHBIX apTepUil TOJOBHOIO MO3ra, COCYIOB cepla
W JIp. OPTaHOB, B TOM YHCJI€ pPaHHEe pa3BUTHE WH(papKTa MUOKAP/A.

Oowan (nonuzennas) zunepxonecmepunemus. llpu nonuren-
HOM THNepX0JeCTepPUHEMUH KOHIIEHTpPAlLMs XOJEeCTepHHA B IIa3Me
HE TaK BBICOKA, KaK MPH CEMENWHON TUNepXojJecTepHHEMUH,  Ha Hee
B OOJBIIECH CTENEHU BIMAIOT TaKue (aKTOPhI OKPYKAIOIIEH Cpeabl,
Kak auera. JlaHHas maToJorus MMEEeT 3HAueHHE OIITh )K€ B CBA3U
C PUCKOM pa3BUTHA HILIEMHYECKOH Ooje3Hu cepaua. OmHako mnpu
MOJIMT€HHOM TMIEPX0JIeCTEPUHEMUH YaCTO MPUBOAMT K YCIEXy OJIHO
JUIIb JIEYEHHE C MOMOIIBIO AWETHI, IPUMEHEHUE INPenaparos, MO-
HIDKAIOIIMX KOHIIEHTPALUIO JIUIUAO0B, MOKET U HE IOTPeOOBATHCA.

Hapymenusi o0MeHa yriieBoaos

Kiaccnmueckum npuMepoM HapyIieHusT yTIeBOAOr0 OOMEHa sIB-
JSeTCs 2anakmo3emus, OOyCIOBIIEHHAs HapyIIEHHEM IIpolecca
(hepMEHTATUBHOT'O MPEBPAIICHHS TaTaKTO3bl B IIIOK03y. ['amakros3a
B HOpPME C IOMOIIbI0 (epMeHTa TranakTo30-1-pocharypuauir-
pancoepassr (GALT — galactose-1-phosphat-uridyltransferase) (9p13)
mpeBpamaercss B Tanakro3o-l-gocdar, KOTOpbIH B JalbHEHIIEM
mpeBpaiaercs B rajakTo3o-6-¢ocdar, BKiIroUaromuiics B MeTabo-
JIMYECKUH IyTh TITIOKO3BI.

3aboseBaHue NPOSIBISIETCS B TIEPBBIE ABE HEAETH JKU3HU pPeOCH-
kKa. B opranmsme peOeHKa HaKalUIMBAETCS TajlakKTo3a M BO3HUKAET
neQUUUT TMIOKO3bl. ['ajakTo3a YaCTUYHO MPEeBpaIlacTCs B TajaKkTo-
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THOJI, KOTOPBII HAKaIUIMBaeTCi B TKAaHIX MO3ra, ICYeHH, IOYEK,
XpycTalluKa, 4eM U 00yCJIOBJI€HA COOTBETCTBYIOIIAs CUMITOMATHKA.
VY nmereil u3-3a HEMEPEHOCHMOCTH MAaTEPUHCKOTO MOJIOKa Halmrona-
eTcs JUCIIENCHs, HACTYIAeT UCXyNaHHe, MOSBISIETCS JKeNTyXa, yBe-
JTUYUBACTCS TICUSHb, MPOUCXOANT 3aJEPIKKa MCUXUUECKOTO Pa3BUTHUS
(moHoC u pBOTa ¢ 16 mHEl ku3HK). JleTn 4acTo MorudaroT B IEpBhIC
Mecsbl )ku3HU. Ecin pedeHok ocTancs KuB, y HETO OTMEYatoT MHUK-
pouedanuio, CHIKEHUE TOHYCa MBI, CYIOPOTH, yBEIUUEHHUE TIe-
YEHHU, CEJIe3eHKH, MEHSETCsl KapTHHa KpoBU. lIpu cBOeBpeMEHHOM
OTJIy4eHHH peOCHKA OT IPyIu U NEPEeBElICHUH €ro Ha CIEeLUAIbHYIO
IUETy WIH KOPOBBE MOJIOKO + COEBOE MOJIOKO MOXKHO TOOUTHCS 3HA-
YUTETHHOTO TepareBTrdeckoro 3 dekra. Hacnemyercs 3aboneBanue
ayTOCOMHO-peLiecCUBHO, yacToTta 1:15000.

Buoxumuueckan ouaznocmuka rajakrozeMuu OasupyeTrcs Ha
n3MepeHnn aktuBHOCTH B aputpouutax GALT. JHK ouaznocmuka
OCHOBaHa Ha ompezenecHur Mytanui B reHe GALT. B eBpomneiickoii
MOMYJISIIMKA HauOoJiee 4acTol sIBIsieTcss MyTauusl (OJHOHYKJICOTH/I-
nast 3amena) QI88R (GIn188Arg), nuarnoctupyemast y 70 % 60J1b-
HBIX (ranakro3zemus | Tumna).

Hapymienusi o6MeHa ropMOHOB

T'unomupeo3 — KIMHUYECKUH CUHIPOM, BBI3BAaHHBIM HEZOCTAT-
KOM TOPMOHOB IIMTOBUIHOM *eJe3bl B OpraHU3Me WM CHUKEHHEM
ux Ouonoruueckoro 3pdexra Ha TKaHeBOM ypoBHe. YacToTa 3a60-
neBanus — 1: 4000—5000 HOBOPOKICHHBIX.

[Ipyu3Haku TUOOTHpPEO3a MOXKHO OOHApYXUTh y peOeHKa Yyke
B TIEpBbIC MecsIIbI )Xu3HU. Ho Oolee SIBCTBEHHO OHM HAaYMHAIOT IMPO-
SIBJISITHCSI C TOTO MOMEHTA, KOT'JIa MPEeKpaIiacTcs KOpMICHHE TPY/IbIo,
TaK Kak ¢ TPYAHBIM MOJIOKOM B OPraHHM3M MaJIbIlIa MOCTYNAIT Ma-
TEPUHCKUE TOPMOHBI. Y JieTeH, KOTOPhIX BCKapMIIUBAIOT HCKYC-
CTBEHHO, IEQUITUT THPOKCHUHA TIPOSIBIISICTCS PaHBIIIE.

BuuMarensHas MaMa MOXKET YK€ C MEpBBIX AHEH 3aMETUTbH IpPH-
3HAKW HU3KOW aKTMBHOCTH HIMTOBHUAHOM KEJE3bl: MAJIBIII BSJIO COCET,
y Hero OOJIBIION KHMBOT, CyXasi KOXKa, HU3Kas TeMIlepaTypa Tela, BbI-
paxxeHHas xenrtyxa. [1nmay y masnbima ocoOblid, Xpuruisiit. JIno otevHo,
0co0eHHO BekH. YacTo y Takux AETHIIEK BBISBIISETCS IMyIIOYHAS TPbIKa.

[IpuunHOM BPOXKICHHOIO TMIOTHUPEO3a MOTYT OBITH Kak Hapy-
LIEHUS CaMOM INWTOBUIHOM XKeJe3bl, TaKk W TUIOTajJaMO-THIIO-
(u3apHOIi CCTEMBI B LI€JIOM, BPOXKACHHBIHN 300 UM MIPUEM MaTepbio
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BO BpeMs OepeMEHHOCTH MPEerapaToB, NOJABIISIOMNX (YHKIHUIO IIIU-
TOBUIHOM JKEJE3BI.

Ha ceromusmnuii eHs uAeHTHOUIUPOBAHBI 3 TPAaHCKPUTIIIMOH-
HBIX (paKTOpa, yUaCTBYIOIIMX B 3aKjaake U ITUPPEepeHINPOBKE MU~
toBuaHOM xkeme3sl — PAX-8 (paired domain homeobox), TTF-1
u TTF-2 (thyroid transcription factors 1 u 2).

JIBa rmaBHBIX rOPMOHA IIUTOBUHOM KeJie3bl — TUpokcHH (T4)
u tpuitoa-tupoHuH (T3). T4 u T3 perymupyror temmneparypy Tena,
BIIMSIOT Ha YacTOTY ITyJIbCa U PErYJIUPYIOT BBIPaOOTKy Oemnka. Takxe
LIMUTOBHUIHAS KeJie3a BHIpabaThIBACT KalbLIMTOHUH, KOTOPBIA pery-
JUPYET YPOBEHD KabLIUS B KPOBH.

CKopocTh, C KOTOPOH THPOKCHH M TPUHOATHPOHHH BHIOpACHI-
BAalOTCS B KPOBB, PETyIUpPYyeTCsl TMIOPU30M U THUIMOTaNamycoM. [ u-
nou3 perynupyer AesiTeNbHOCTh MIUTOBUIHOM JKeNe3bl C TOMOUIBIO
tupeotponHoro ropmona (TTI') mo mpuHIMTY oTpHuIaTeTsHONH 00-
paTHO# cBsi3u, modTOMYy, ecnu 13 u T4 BripabaTeiBaeTCs Majo, ypo-
BeHb TTI moBkimaeTcs, 1 HAOOOPOT

OcHOBHbIE IPUHIMIIBI IPOBEIeHUsI HEOHATAILHOI'O CKPUHUHIA

Bce BapmaHTBl BPOXKICHHOI'O THIIOTHPE03a CONPOBOXKIAIOTCS
HU3KHUMH YPOBHIMH THUPEOHIHBIX TOpMOHOB (T4, T3), moBeimeHue
ypoBHe# TupeorponHoro ropmona (TTI) xapakrepHo g nepBUdY-
Horo runotupeo3a. Ho mockosbky oH mpezcrasisier co0oi Hanbonee
pacrnpocTpaHeHHbIH BapuaHT 3a0oseBanus (o 90 % Bcex ciydaes),
B OOJILIIMHCTBE CTpaH B OCHOBE CKPHHHHTA JIEKUT OINpE/IeIeHUe
TTT. B CIUA u Kanane ckpuHuHr 6asupyetcs Ha onpeaenenun T4.
OntumansHbeIM ObUTO OBI OMpeseeHne 00OMX MapaMeTpoB, OJHAKO
9TO 3HAYUTEIHHO YBEIUYNBACT CTOUMOCTD 0OCIIEIOBAHUSI.

OcHOBHasl 1Ie7h CKPUHHUHTA TI0 BPOXKICHHOMY THIIOTUPEO3Y —
paHHee BBISBIIEHHE BCEX HOBOPOXKJCHHBIX JIETEH C TOBBIIICHHBIM
ypoBHeM TTI B kpoBu. Bce HOBOPOXK/IEHHBIE C aHOMAJIBHO BHICOKHUM
TTI TpeOyroT cpodyHOro yriybJaeHHOro 00CIIeOBaHMs AJIsl OKOHYA-
TEJNBHOW JMAarHOCTHKU 3a00JIeBaHUsI U HEMEUIEHHOTO Hayaja 3aMe-
CTHUTEJILHOW Tepanuu (ONTUMAaJIbHO — B IEPBbIE 3 HEACIH KHU3HN).

AnpeHoreHuTaabHblii cunapom (AI'C) niaum BpoxkIeHHasi TH-
NEepIJIa3usl KOPbl HAANOYEYHMKOB — KIIACCHUUYECKHH IpUMep
HaCJIeICTBEHHOTO 3a00JIeBaHMs1, CBI3aHHOTO C HApPYIIEHUEM CHHTE3a
TOPMOHOB KOPBI HAJANOYCUHUKOB (uale 21-zudpoxcunazsl), BCIe-
CTBHE MOPa)KEHHsI TEHOB, OTBEUYAIOIINX 32 CHHTE3 pAga PepMEHTHBIX
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CHCTEM HAAMOYEYHUKOB (CTEPOUIHBIX TOPMOHOB). buocuHTe3 aH-
JPOTEHOB HE HapYILICH, YTO MPUBOJIUT K U30BITOUHON MPOAYKIIHU UX
elle py BHYTPUYTPOOHOM Pa3BUTHH.

AT'C nacnenyercs ayTocoMHO-perieccuBHO. YacTora 3aboineBa-
Hus coctapinsier 1:5000-6000 HOBOpOXIEHHBIX. ['€H, MyTalluu B KO-
TOpoM TpHUBOAAT K paszBuThio AI'C, kapTUpoBaH Ha XPOMOCOME
6p21.3. I'en 21-ruapokcunazel CYP210HB —cocrout u3 10 3K30HOB,
umeer AnuHy 6.3 T.1.H. 30 % oOHapy:KEHHBIX MyTallMii COCTaBIISET
nenenus reHa CYP210HB. Ota MyTtanus OTBETCTBEHHA 32 Pa3BUTHE
conpTepstonieii popmbel 3aboneBanus. Jlpyroit Myrtaiuei, OTBET-
CTBEHHOW 32 pa3BHUTHE COJIBTEPSIOMEH (OPMBI, SABISIETCS MyTALlUs
caiiTa cruialicuHra Bo BTopoM HHTpoHe (35 %).

JlabopaTopHass =~ JMarHOCTHKA: JETeKIHs JAeJeld  TeHa
CYP210OHB u myTauuu caiiTa cruiaiicuara Bo 2 WHTpPOHE.

Knanauka. Y HOBOPOXKIEHHBIX JI€BOYEK OTMEYACTCS pa3iIHIHAs
CTENECHb MACKYJIUHU3AIMK OT YMEPEHHOHM TumepTpoduu KIUTOpa N0
TIOJTHOTO CPAcTaHUsI T'yOHO-MOIIOHOYHBIX CKIIAJIOK ¢ (DOPMHPOBAHHEM
MOIIIOHKH, MYXCKOTO TIOJIOBOTO HiIeHa C OTBEPCTHEM MOYEHCITyCKa-
TEJBHOTO KaHalla, HAJIMYMEM IIPEACTaTeNbHOM kene3bl. BHyTpeHHHe
MOJIOBBIE OPTaHbl CHOPMUPOBAHBI MMPABMIILHO, KapuoTHI 46, XX.

Y MaJlbYMKOB OCHOBHBIM KJIMHUYECKUM CHMIITOMOM SIBJISIETCS
MpexIeBpeMEHHOE TI0JI0BOE Pa3BUTHE, PEKICBPEMEHHOE 3aKPBITHE
30H pocTa 3MU(H30B, B CBSA3M C YeM OOJBHBIE UMEIOT HU3KUH POCT.
[pu wenonHoMm aeduuute 2 1 -rHAPOKCHIA3BI OTMEYAIOTCS HOPMAaIlb-
HBII DJIEKTPOJIMTHBIA OajaHC, HOPMAaJbHBI YPOBEHb KOPTH30JIA
U aJIbJJOCTEPOHA.

[ quarHo3a HOBOPOXICHHBIX pellaroliee 3HaYeHHE HMEET
oOHapy)XKeHHEe THUITOHATPHUEMHUH, TUTIEpKanneMuH, mossimenne 17-KC
(17-keroctreponnos) u NaCl B Moye, OTCYTCTBHE HApYILICHUS IIPOXO-
JMMOCTH TTHJIOPHYECKOTO OTJIENIa JKEITy KA.

3. BoJie3HH ¢ HeTPAIMIUUOHHBIM THIIAMU HACJIeI0BAHMSA

OTo rpymnma MOHOTEHHBIX HACIEJICTBEHHBIX 3a00JIeBaHUIA,
HacJle/IOBaHWE KOTOPBIX HE MOMUMHSETCA 3aKkoHaM Menzens. JlaH-
HbIe 0O0JIE3HN SKCIAHCUHU HYKIICOTHIOB, O0YCIIOBJICHHbBIE JTHHAMUYC-
CKUMH MYTalUsIMH, MUTOXOHIpUAJIbHBIE 3a00eBaHus, 0OJE3HH re-
HOMHOTO HMIIPHHTHHTAa ¥ OOJE3HH, OOYCIIOBICHHBIC IPYTHMH
HapYLICHUSIMH STIHUTCHETHUECKON PETYISIIUU pabOThl TEHOB, CBSA3aH-
HOHM HE CO CTPYKTYPHBIMH HapyIICHUSIMU T'€HOMA, a ¢ U3MCHEHHSIMHI
peryJsiuy TeHHOH aKTUBHOCTH.
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3.1. Bosie3Hu 3KcNaHCUM HYKJIeoTHHBIX MoBTOpoB (BOHII)

DKCHaHCHS TOBTOPSIONINXCS TTOCIEN0BATEIHPHOCTEH MM JTHHA-
MHUYECKHE MYTallly — HOBBIH KJIacC MaTOTeHHBIX MYyTalMi y YeloBe-
Ka, BIepBbIe OoMUCcaHHbIl B 1991 1. DTO OCTaTOYHO OOJBILION Ki1ace
HACJIEJICTBEHHBIX 3a00JIeBaHNH, XapaKTEPU3YIOIIHICS ygenuyeHuem
YUCIa KOnuti MaHOeMHbIX NOBMOPO8 8 PecyIAMOPHOU UU 8 MPAHC-
aupyemoti ooaracmsx eenos. HykineoTuIHbIE TIOBTOPHI pacloararoT-
Csl B pa3HBIX O0JIACTSX T€HOB, B TOM YHCJE B MPOMOTOPHOH 00macTu
reHa, TPAaHCKPUOMPYEMBIX, HO HETPAHCIUPYEMBIX 00macTsax reHa (5,
3’-00macTH), B 3k30Hax M uHTpoHaX. I[locimemoBarenbHoctn JIHK
pa3HooOpa3HbI MO CIEKTpPY: IU-, TpU-, TETpa-, IeHTa-, TeKca- U Mo-
JTUHYKICOTHIHBIE. B 5K30HaX 0OHApYKHUBAIOTCA daIlle TPU- U reKca-
HYKJICOTHUIHBIC TIOCIIEIOBATEIBHOCTH. B HOpME HYKIICOTHIHBIE TIO-
BTOPBI TOTMMOP(QHBI TT0 YHCITy COJIEPIKAILIXCS B HUX KOIHI [TOBTOPOB,
OHH OOHAapYKMBAIOTCS B T€HAX HOPMAIbHBIX WHAWBHIOB. OmHAKO
TIPY YBEITMYEHUH YHCIIa TIOBTOPOB BHIIIE KpAalfHETO 3HAYCHUST HOPMBI
4enoBeK 3a0oneBaeT. Takol TUI MyTaluii OOHAPYKEH MOKa TOJILKO
B TeHaxX dYeJoBeKa. B HacTosmiee BpeMsi HacUUTHIBaeTCs Ooee
20 Goe3Hel dKCIAaHCHU, MOJABJIsIONIee OONBIIMHCTBO U3 HHUX CBSI-
3aHBI C SKCIIAaHCHUEH TPHUHYKIICOTHIHBIX TIOBTOPOB.

Bo3HNKHOBEHHE TUHAMUYECKUX MYTAlUAd — 08YCHmYNeHuamuvlii
npoyecc. Ha nepgom smane NMpOUCXOIUT yBEIMYCHHUE KOIHUYECTBA
MOBTOPOB BBINIE XapPaKTEPHOTO ISl MOMYJSIIMK YPOBHS MPU IPO-
XOXKJICHUHU KJIETKH depe3 Meito3. st omHux 3a00ieBaHmi XapakTep-
HO YBEeJIMYEHHE KOJMYECTBA TIOBTOPOB B MEHO03€ KEHCKUX TOJIOBBIX
KIIETOK, [UISl IPYTUX — B MY)KCKHX, JJISl TPETbUX — TaKOH 3aBHCHUMO-
CTH He BbIsIBIICHO. TakuM 00pa3oM, Ha nepsom smane BO3HUKAET
aJJenb TeHa, COJAEPKAIIUK YBEIMYEHHOE 10 CPABHEHHIO C HOPMOWM
KOJINYECTBO TPUHYKJICOTHAHBIX MTOBTOPOB, HO HE JOCTATOYHOE JUIS
BO3HHKHOBEHHUSI 3a00JICBaHUS. DTO COCTOSHHE MPHUHATO HA3BIBaTh
npemymauueit. Coepxaminii Takylo «IpeMyTalrio» ajiielb CTaHO-
BUTCSI HECTAOWJIBHBIM, YTO B PAJE CIy4aeB NMPUBOAMUT K 603HUKHO-
6€HUI0 NOIHOU Mymayuyu — yBEIMYEHUIO KOJIMYECTBA IIOBTOPOB JI0
KPUTHYIECKOTO YPOBHS, HEOOXOMMOTO JIJIsl pa3BUTHS 3a00JICBaHMUSL.

O0mme KIMHNKO-TeHeTHYecKue xapakTepuctukn BOHII:

— AHTHUIMIAUMS, TO €CTb ymsdice/enue KIUHUYeCKUX MposiB-
JieHUii 3a00J1eBaHMA 13 TIOKOJICHHS B TIOKOJIEHUE B TIpeesiaX OqHOM
ponocinoBHON. DEHOMEH aHTHUIMIIALMK OOBSICHAETCS HapacTaHHUEM
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KOJINYECTBA TPUHYKJICOTUA-HBIX MOBTOPOB B IIUKJIE MEHOTHYECKHX
W MUTOTHYECKHUX KJIETOYHBIX AcieHui. J[Ia ogHUX 3a00JICBaHHM,
HampuMep Xopeu [ eHTHHrTOHa, aHTMIHNAnMs HaOmIomaeTcs IMpH
nepeaaye 3a00eBaHUS oM omya K AeTsM (YBEIMUCHUE KOINYECTBA
MIOBTOPOB B MY’KCKOM Me€ii03€), /11 APYT'HX, HAIIPUMEP, MUOTOHHYE-
CKOM quctpoduu, — NpH repegayde reHa uepes mamepeii (TOsIBICHUE
OoJiee MPOTSHKEHHOM SKCIAHCHU B )KEHCKOM Meiioze).

— Koppeasinmss MeXIy TSKECTbIO KIMHUYECKHX IPOSBICHUM
1 KOJIMYECTBOM TPUHYKJICOTHIHBIX TOBTOPOB.

— IMapapokc lepmana — BO3MOXHOCTh YBEIWYEHUSA KOJIMYE-
CTBaA IMOPAXKCHHBIX JIMII B KaXX/I0M IOCJICAYIOIIEM IMOKOJICHUHA B 3aBU-
CHUMOCTH OT TOTO, KTO M3 POIUTENEH Nepeaan MyTalHuio IOTOMKaM.
3toT (heHOMEH OOYCIOBIICH HAIMYMEM 30POBBIX HOCHUTEJCH «IIpe-
MYTalllu» B CEMBE.

Pazsnuusa BOHII, 00ycJioB/IeHHbIE TUIIOM M JIOKAJIM3aLUel
HYKJ1€OTHIHbIX IOBTOPOB B CTPYKTYpe reHa:

Ilepgas zpynna — Gone3HH, TIPU KOTOPBIX KCIAHCHS TPUHYK-
JICOTUIHBIX MOBTOPOB BO3HHMKAET 6 MIPAHCAUPYEMOIl YacCTH TEHa.
Hanpumep, skcmancuss CAG-NOBTOPOB, KOAMPYIOIIMX TIJIOTaMUH,
MIPUBOJUT K BKJIIOUYEHHUIO B CTPYKTYPY SKCIIPECCUPYMOTO UM Oenka
NOAUSTIOMAMUHO8020 mpeKka (BBISIBISIEMOTO TPU dJIeKTpodopese).
OKcnaHcusl TPUHYKICOTHIHBIX TOBTOPOB IPH 3TOH Tpymie 3aboJe-
BaHUH OTHOCHUTEJIHHO HEBEJIHMKA, UX KOJMYECTBO y OOJIbHBIX KOJIEO-
netcst ot 40 no 80. [Ipu 3TOM TpaHCKPHUMIKA U TPAHCIALUS MyTaHT-
HBIX T€HOB HE HapylleHa, a MaToJOTHs BO3HHUKAET, M0-BUIMMOMY,
B pe3yJIbTaTe HENMpPaBUIBHOTO (YHKIHOHHUPOBAHUS YBEIMYEHHOTO
B pa3mepe Oenka. [IpomayKThl SKCIIPECCHU ATHX T'€HOB OOHAPYKEHBI
B Pa3NIMYHBIX TKaHSIX W OopraHax. 3a0oJjieBaHUsl 3TOW TPYIIbL, OIMU-
CaHHBIE B HACTOsIIEE BPEMsl, IPEACTABISAIOT COOON HacIeICTBEHHBIC
HEHpOAETEHEepali, XapakTepU3YIONIHecs TO3IHUM  HadajloM
Y HEYKJIOHHBIM TIporpeccupoBanueM. K Takum 3aboeBaHusIM OTHO-
cuTcs xopesi [ eHTUHr TOHa.

Bmopyto zpynny coctaBnsioT 3a00sieBaHUs, PU KOTOPBIX JKC-
MAHCH TPHUHYKJICOTHAHBIX TIOBTOPOB BO3HUKAET B Hempaucaupye-
MOl 4YacTH TeHa. B aToM ciydae i1 MOSIBIEHUS KIMHUYECKUX
CHUMIITOMOB HeoOxoAuMa Oonblias, YeM B IEPBOU IpyIle, dKCIaH-
CHsI TIOBTOPOB (OT HECKOJIBKHUX COTEH J0 HECKOJIBKHMX ThICAY), a Xa-
paKkTep KIMHUYECKUX IPOSIBICHUN 3aBUCUT OT ()YHKLIUU MyTaHTHOT'O
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Oenka. Pe3koe yBennueHue KOJIMYECTBA TPUHYKJICOTHIHBIX IMOBTO-
POB IenaeT I'eH HecTaOWIbHBIM, YTO HPUBOIUT K BO3HUKHOBEHHUIO
(eHOMEHA aHTHLUIALUK B POJOCIOBHBIX OonbHBIX. K 3a00meBaHu-
SIM 3TOW rpynnbl OTHOCAT cuHApoM Mapruna—besui.
Kiannnko-renernueckue 0co0eHHOCTH HekoTopbix BOHII
Xopesi 'eHTMHITOHA — TSDKEIIOe HeHpoaereHepaTHBHOE 3a00-
neBaHue. Twun HacinenoBaHUS ayTOCOMHO-IOMUHAHTHBIN C TOJIHOM
MIEHETPAHTHOCTBIO MYTAaHTHOI'O T'eHa. | eH KapTupoBaH B 4 XpOMOCO-
Me (4p16), cogepxkut 67 IK30HOB U KOTUPYET 0€T0K reHTUHT THH.
[MpuunHoii 3a0o0neBaHUs SBISIFOTCS OTHOCHUTENLHO HEOOJbIINE
skcnancu CAG-TIOBTOPOB, JIOKaJIM30BaHHBIX B KoOupyrujeil oona-
cTu reHa. B mepBoM 3K30HE reHa y 310POBBIX JIIOJCH OOHAPYKUBACTCA
ot 3 no 32 CAG- noBTopoB. 3a00jeBaHre BO3HUKAET IIPH YBEIHYE-
HUM KOJHMYECTBA TakuX MoBTOpoB 10 36—180. DkcnaHcus TpHHYK-
JICOTUTHBIX TOBTOPOB IPOUCXOIUT BO BPEMsI MY>KCKOTO TaMeTOreHe3a,
TO €CTh aHTHUIMITALUS aJUIeNsl IPOUCXOANT BO BpeMs cliepMaToreHe-
3a. Bo3pact Hauasna 00se3HM KOppEIHPYET ¢ KOJUYECTBOM IIOBTO-
poB. CAG-tpumier xomupyer rmoramuH. 1losTomy B KaxiaoMm u3
COOTBETCTBYIOIINX 3TUM I'eHaM OEJIKOB MMEETCs LIENOoYKa U3 mocie-
JIOBATEIbHO PACIMOJIOKEHHBIX TIIOTAMHUHOB — IMOJUTIIOTAMHUHOBBIM
Tpek. bone3np pazBuBaercs Toraa, Korjaa JUIMHA 3TOTO IMOJIUTIIIOTA-
MHHOBOTO TpeKa CTAaHOBUTCS OOJIBINE IOMyCTUMON HOpMBI. Oka3za-
JIOCh, YTO YIJIMHEHHbIE IMOJIMTIIOTAMUHOBBIE TPEKH CaMH IO cebe
WIK B COCTaBe IOJIMIENTHIHBIX LENeld CIocoOCTBYIOT arperauuu
0eJIKOB B HEHPOHAJIBHBIX KJIETKAaX C 0Opa3oBaHHMEM HEPacTBOPUMBIX
KOMILIEKCOB. [Io Mepe HakOIUIeHUs! STHX OENKOBBIX arperaTtoB Mpo-
WCXOIHUT THOENb HEMPOHOB IO THUILY alonTo3a. DTOT MPOILECC HOCHUT
MEJUIEHHO Nporpeccupyromuii xapakrep. Kinuauuecku Heipoaerpa-
Janys MposBIsIeTCsl Toraa, korzaa mnorubdaer okosno 70 % HeiipoHOB
onpeneneHHOro Tuna. JlanbHeiiiee pa3BuTue 3a00eBaHNS HIET OYEHb
ObIcTpO, Tak Kak B ocraBmmxcs 30 % HeHpoHax Tarxke MPOM30ILIO
HaKOIUICHHE HEPACTBOPUMBIX OEIKOBBIX KOMIUIEKCOB, YTO M TIPHBOAUT
K UX pe3koi nerpaganuu. IlostoMy anst Bcex HeMpoaereHepaThBHBIX
3a00NeBaHuil, OOYCIIOBIEHHBIX YUIMHEHUEM TOJMTITIOTAMUHOBBIX Tpe-
KOB, XapakKTEepHBI MO3AHUHA NEOIOT U TSDKENOe TEUYEHHE, NOCTATOYHO
OBICTPO MPUBOZAILIEE K JIeTaIbHOMY Hcxony. [Ipu3Haky KilaccH4ecKoro
BapuaHTa Xopeu ['eHTHHITOHa BO3HMKAIOT Ha 4—5 AECSATKE 'KU3HHU; 3a-
OoJieBaHUE XapaKTEPU3YEeTCs] TMIICPKUHE3aMH, IEMEHLIMENH U IICUXuYe-
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CKMMH HapyLIeHUSAMH. BoiesHp mporpeccupyer, NpHBOAS K CMEPTH
OonbHBIX ciycTs 15-20 ner.

Hpyroii Bapuant 6one3nu (10 % or Bcex ciydyaeB) BO3HHKAET
B MOJIOJIOM Bo3pacTte (B 1-2 HeCATHIICTHHN KU3HN).

JIMarHocTHKA IPOBOAMUTCS HA OCHOBAHMM KIIMHUYECKUX HPOSIB-
JICHUH M MOJIEKYJISIPHO-TEHETHYECKOT0 aHaJIM3a.

Cunapom 10MKoii X-XpoMOCOMBI, HUIM CHHAPOM MapTtuHa—
Beaa. Cunapom onmcad B 1943 r. J. Martin u J. Bell, a ero aerains-
Hasg xapaktepuctuka mana J. Cantu u coaBt. B 1976 r. D10 camblit
paclpOCTPaHEHHBIM CHUHAPOM, CONPOBOXAAOIINIICS YMCTBEHHOH
OTCTAJIOCTBIO Y MY>KYHMH. HacToTa B pa3aMyHbIX MOMYJIALUIX KOIeo-
netcst ot 1:1000 go 1:2000 HOBOPOXKAEHHBIX MAIBYHUKOB, TO €CTh 3TO
BTOpasl 0 BCTPEYaeMOCTH (opMa yMCTBEHHOH OTCTaJIOCTH IIOCTE
cunspoma Jlayna.

OcHoBHOH (akTOp 3a00j€BaHMS — YBEIMYCHUE KOJIMYECTBA
TpuHYKJIeo-TUIHBIX CGG-OBTOPOB B MPOMOTOPHON OOJIACTH TeHA
FMRL1 (fragile mental retardation), conepsariero 17 3k30HOB 1 J10-
KaJIM30BaHHOTO B XpoMocome X(27.3.

N 310POBBLIX UHAWBHUJIOB YUCJIO 3TUX ITOBTOPOB B X'XpOMOCOMe
koJebnercs ot 6 10 54, a yBenumdenue 3Toro uucia ceeie 200 mo-
BTOPOB MPHUBOJIUT K (PEHOMEHY JIOMKOH X-XPOMOCOMBI M KJIHHHYE-
CKOMY HposiBlieHHIO 3a0oneBanus. IlpemyTanmoHHoe cocTosHuE —
koimdecTBo moBTOpoB CGG ot 55 nmo 200: 3a0oneBaHue y Takux
JOAEH B TUIIMYHON (hopMe HE MPOSBISIETCS, HO BHICOKA BEPOSTHOCTh
TOro, 4TO OHO MNPOSABUTCA Yy UX ITOTOMKOB. Hocurenn npeMyTaiumuu
WMEIOT TMOBBINIEHHBIH PUCK POXKICHUS OOIBHOTO pebeHKa C MOTHOMN
MyTaIII/IeI\/’I B TCHC, HpI/IBOIUIHIeﬁ K BO3HHUKHOBCHHIO KIIMHHYCCKHX
MPU3HAKOB cuHApoMa Mapruna—ben.

Jns cunapoma MapTtuna—berut xapakTepHbl BapbUpYIOIIas 3KC-
MPECCUBHOCTh, HEMOJHASI NEHETPAHTHOCTh M JIOMHUHAHTHBIA XapakTep
HacnenoBanus. [1pu HacnenoBanun cuHapomMa Maptuna—bert axenaH-
CHUfl TPUHYKIICOTUAHBIX ITOBTOPOB IIPOMUCXOAHUT BO BPEMA KCHCKOI'O
rameroresesa. [lepexon oT COCTOSHUS IPEMYTALMH K TIOJHOM MyTaluu
BO3MOXEH TOJIBKO TP TIE€peaue reHa OT MaTepH, TO €CTh «yTshKese-
HHE» (AaHTHLIMIIALKS) ajlIeNs IPOUCXOAUT BO BPEMs OBOTEHE3A.

YBenuuenne konnuectBa CGG-OBTOPOB BHIIIE ONPENEIEHHOTO
YPOBHS NPUBOJAUT K BO3HUKHOBCHHIO TMIIEPMETHJIMPOBAHMUSA Bceil
GC-HachIIICHHON peryIsITopHOi (MPOMOTOPHOM) o00NacTH TIeHa
U BBI3bIBAET IOJIHBIN OJIOK €r0 TPaHCKPHUIILUH.
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Knwouesvim 36enom namozenesa ciedyem cuumams cunepme-
muauposanue 2ena, YTo NPUBOAUT K CHUKEHHMIO YPOBHS €ro TpaH-
ckpunuuy. [loxazaHo, YTO OCHOBHBIM MAaTOT€HETHUYECKUM MEXaHH3-
MOM KJIACCHYECKOr0 BapuaHTa 3a00JieBaHMS CIIy>KUT OTCYTCTBHE
oeaxa FMR1. Iloka3zaHo, yTo 3TOT O€J0K B KadecTBE HelpoMeana-
TOpa y4acTBYeT B PaOOTE CHHAIICOB.

Knunuyeckne mnposiBjieHusi 3a00J€BaHUs XapaKTEPU3YIOTCS
Tpuazoi npuzHakoB: onurodpenueii (IQ OompHBIX coctaBisieT 35—
50); mucmopduedt (MpOrHATU3M, OTTONBIPEHHBIE VIIHW); MakKpo-
OPXU3MOM, BBISIBIISIEMBIM IIOCJIE IIEPHO/IA TIOJIOBOI'O CO3PEBAHUSL.

I'maBHBIM CHMIOTOMOM CHHAPOMA SIBJSIETCSI MHTEIJICKTYyaJIbHOE
HEeZ0pa3BUTHE U cBoeoOpa3Hast pedb. Takne OOIbHBIE TOBOPAT OBICT-
PO, COMBUYMBO, UMEIOTCS BBIPRKECHHBIC DXOJATUHM M TIepCeBepamnun
(6opmouyiiass peusb). Takke MOryT OBITh HApYIICHUS IMOBEICHUS
B BUJIE arpeCCUBHOCTH, JIBUTATEIbHON PacTOPMOXKEHHOCTU. B kaue-
CTBE OJHOW M3 YAaCTHIX MCHUXOMATOJIOIMYECKUX OCOOEHHOCTEH OTMe-
YeHa MM30(PEHONO00HAs CHMITOMATHKA, BKIIOYArOIIas B ceOs
MOJIPHITUBAHUS, OXJIONBIBAHUS PYKaMH, TOBOPOTHI BOKPYT CBOEH
OCH, BCTPSXHMBAaHUE KHCTSIMH, «MaHEXHBII» Oer, pazHooOpa3HbIe
IpUMachl, MOHOTOHHOE XHbIKaHbe. Kpome BBIIIIEOMUCAHHOTO Y TaKUX
JeTeil MOTyT OBITh MPU3HAKK PAHHETO JETCKOTO ayTH3Ma.

Juar"octuka cuaapoma Mapruna—besur:

— yumozenemueckuil memood. JIoMKuil y4acTok X-XpOMOCOMBI
B JAMCTAJBbHOM KOHIE [UIMHHOTO IUIeya OOHAapy>KMBAaeTCs B Cpele
OenHolt Qomatamu. [Ipu KyIbTUBUPOBAaHWUHU JTUMQOIMTOB OOJIHHBIX
MYXKYMH B Cpejie, JIMIIEHHOH (oJaTa, B HUX 00HAPYKUBAIOTCS IIUTO-
TeHETUYECKUE M3MEHECHUS B BHJIE TIEPETSDKEK paiiona 27—28 IIIMHHOTO
ieda X-XpoMocoMbl. JaHHBIA HUTOreHeTHYeCKuid (heHOMEH TOIy-
YHJI Ha3BaHUE QParnibHOCTH (JJOMKOCTH) X-XPOMOCOMBI M OH CIYy-
XKHUT LUTOI€HETHMYECKHMM MapKepoM 3a0oneBaHus — marxXq28. Ora
AHOMAaJIHsI, XOTA U B MEHBIIEH CTETEHH, BBIABISETCS TaKXKe Yy KEeH-
IIMH — HOCUTEIFHUI] MyTaHTHOTO aJUIeIsl.

— monekyaapuo-zenemudeckuii (I111P) B nacrosmee Bpems,
Onaronapss MOJEKYJISAPHO-TEHETUUYECKUM METOJaM, CTaia BO3MOXK-
HOM 3¢ dexTHBHAs MPOoPUIAKTHKA TTOBTOPHBIX CilyyaeB 3a00JieBaHHS
B OTATOLIECHHBIX CEMbsIX. MOJEKYISApHBI aHalu3 MO3BOJACT Iua-
THOCTUPOBaTh CHHAPOM JIOMKOM X-XpOMOCOMBI HE TOJBKO IIpU
HINYUN KIMHUYECKUX IPOSBICHUN 3a00JIeBaHUM, HO U BBIIBIATH
HOCUTEJICH «IIpeMyTaluu» Cpeiu POJCTBEHHUKOB OOJIBHBIX.
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MuoroHn4eckasi AUCTpopus

B ocHoBe pa3BUTHS MHOTOHHMYECKON NUCTPO(PMHU JIESKUT ApY-
rasg JquHamMudeckas mytanus — skcnancusi CTG-moBTopa, JoKamu3o-
BaHHOTO B 3'-HeTpaHcaupyeMoii odaactu rena DM (myotonic dystro-
phy gene), 19 xpomocoma. Bone3nb e0OTUpYeT MHOTAA B JCTCKOM
BO3pAacTe, HO Yallle BO BTOPOM-TPETHEM JICCATUIICTUH JKH3HU C ITPU3HA-
KaMH MUOTOHHYECKOTO CIa3Ma W 3aTpyJHEHHH B pa3rvOaHuy MalbIeB
PYK IIpH Pe3KHX IBIKEHUAX. TeueHne 00e3Hn HEYKIIOHHO MPOTPeccH-
pytomee. [IepBbIMU CITAOCIOT MBIIIIITBI JIUIA, OCOOCHHO KPYTroBasi MBIIII-
1A T71a3, BeKa, )KEeBATeIbHBIC MBIIIIBL. A TaKkKe CrudaTeny MieH U HeKO-
TOpBIC MBIIIIIBI KOHeUHOCTeH. Cl1aboCTh U aTpo(UH MBI BOSHHKAIOT
OJTHOBpeMeHHO. Ha naioHsaX OHM MPUBOIAT K CBOCOOPA3HOM «00e3bsTH-
Heil Jyanie». TUNWYHBI HATMYKME KaTapaKThl U Pa3iMdHas CTCIICHb MH-
TEJUICKTYaTbHON HEJIOCTATOYHOCTH.

B pa3znbix momymsmusx 3a0ofieBaHHE BCTPEYACTCS C YaCTOTOH
1 na 8-40 ThICcS4, HacIeAyeTCS IO AyTOCOMHO-TIOMHHAHTHOMY THILY.
Bo MHOTHX ceMbsSx HaOJNIOaeTCsl AHTHUIUMAIUS KaK MO JeOI0TY, TaK
W 0 TSDKECTH TedeHus. Myx4uHbl OOJICIOT B 3 pa3a daimie, 4eM
JKCHIIMHBI.

I'en DM pacnonoxken B obsactu 190913.2-3. B Hopme uywuciio
CTG-tpuruieroB BapsupyeT oT 5 10 30-37. Y 00NBbHBIX MHOTOHUYE-
ckoit muctpodueit kommdecTBo CTG-TpUIIETOB 3HAYUTEIHHO OOIB-
e u cocrapisieT He MeHee S50 mpu HauOosiee MArkux dopmax 0o-
ne3nu, ot 100 mo 1000 y manueHTOB € KJIACCHYECKHM TEUECHUEM
U 1e0I0TOM BO B3POCIOM BO3pacTe, B TO BpeMs Kak MpPU BPOXKJIEH-
HBIX (popMmax 3aboneBaHms, OHO MOXkeT gocturats 3000.

Hawnbonee BepoATHBIM MATOr€HETUYECKUM MEXaHU3MOM MHOTO-
HUYECKOW TUCTPOGUH SIBISETCS JIOKATLHOE HApYIICHUE CTPYKTYPHI
XpoMaTHHa B o0nacty Jiokanu3anuu yjymmaeHHoro CTG-moBTopa.

3.2. MuToxoHApHAIbLHbIE 00J€3HH

Muroxonapuaasnas JHK (mtAHK) npencrasnser coboii mo-
JTyaBTOHOMHYIO T€HETHYECKYIO CHCTEMY, pabOTArONIyIO MO KOHTPO-
nem spepnort JIHK. 3Oto kompueBas JAHK, wumeromas pasmep
B 16 569 H. n.

B nacTosmee Bpemst onrcaHbl 0COOEHHOCTH CTPOCHUS W (PYHK-
nmonupoBanus MTJIHK (ux He menee 10), oTnmnyaromumecs ot saep-
noi /IHK. HazoBem HEKOTOpHIE U3 HUX:
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Bo-nepgvix, mT/JTHK mocTynaer B KJIETKY HCKIHOUYHUTEIBHO IO
MaTEPUHCKOMN JTUHHH.

Bo-émopuix, mTJHK mopBepraeTrcs peruimkaTUBHOMY OTOOpY
KaK IIPH MUTO3€, Tak 1 npu Meiose. [loaTomy B onHOM KieTke oOHa-
py’XuBaeTcsi cMech MyTaHTHOM u HopManbHONM MTIHK (rerepo-
miasMms). B xore MUTOTHYECKOTO M MEHOTHYECKOIO LUTOKUHE3A
nona u Tod, u gpyrod MTIHK 3HaunTEeNnbHO BapbUpPYET B TOUEPHUX
KJIETKaX, BIDIOTH 10 0Opa3oBaHMs B HUX FOMOILIA3MHUH.

HasBanHble MeXaHU3MBI IMEIOT OOJBINIOE 3HAYCHNE B Pa3BUTHU
MUTOXOHJPHATHHBIX OOJIE3HEH, IPU KOTOPBIX PacCTPOHCTBA dHEpre-
TUYECKOTO METa0OIM3Ma B KIIETKAX MPSIMO MPONOPIIMOHAIBHEI J0JIe
myTaHTHbIX Komuid MTJHK B MUTOXOHApHSX; OHA COCTaBisET
ot 0 1o 100 %.

B-mpemvux, nns mt/JHK xapaktepeH ¢eHOMEH mNOpOroBoi
JKCIIpeccuy (J10J11 MyTaHTHBIX KOMHI{) B TOM uiau uHoM TkaHu. [lo-
poroBasi 3Kcrpeccusi Hanbosee BHICOKa B HEPBHOM TKaHH, TONepeY-
HO-TIOJIOCAThIX MBIIIIAX, CeTyaTKe Ia3, ocTpoBkax Jlanrepranca
U JPYTHUX TKAHSIX.

MuToxoHApHanbHbIe 00Jie3HU. O01He TaHHbIe

MuTtoxonapuansHbie 0onesHn (MTB) — sTo obmmpHas rpymmna
3a0oneBaHuil, 00yCIOBICHHBIX PAa300IEHHEM MPOIIECCOB OKHCIIECHHS
u QochoprumpoBanrs B MUTOXOHAPHUAX. [loaTOMy MX yacTo Ha3bI-
BalOT OOJE3HSAMH OKHCIHUTEIBHOTO  (POCHOPUINPOBAHUS — WIIH
OXPHOS-6one3nssmu. Cpean MTDB  BeinensroT deThipe Kiiacca,
BKJIFOYasi OJIUH KJIACC HEHACJEICTBEHHBIX (IIPHUOOPETEHHBIX) W TPH
KJ1acca HacieactseHHeIXx MTDh.

Ilepebrit knacc — npuoOpeTeHHbIE OOJIE3HH, CBSA3aHHBIE C TOK-
CHUYECKHUM JEWCTBHEM Ha MUTOXOHIPHU.

Bmopoii knacc — 6one3nn, o0ycIOBIEHHBIE MeheKTaMu sIep-
nvoit JIHK: meduuur cyOocTpatoB TpaHcmopTa; Ae@UIUMT CyOCTpaTOB
yTHIW3alMK; HapymeHue nukia Kpebca; HapymieHune MporeccoB
okuciieHuss U pochopuarpoBanus; AePEKThl IbIXaTSIbHBIX IICTICH;
nedeKTs OeTKOB, IMIIOPTUPYEMBIX B MUTOXOHIPHH.

Tpemuii knacc — Oone3nu, oOycIOBICHHBIC nedeKTaMu
mt/IHK: TOUKOBBIE MyTalMM TE€HOB, KOJAUPYIOUIUX CTPYKTYpPHbIE
0emnKu; OoJbIINE MO Pa3MepaM JIEICHUN TeHOB CTPYKTYPHBIX O€JIKOB.

XapakrepHoii ocobenHocTbI0 MTDE y nertell sBigercs oTcyT-
CTBHE KaKOW-TMOO CUMIITOMATHUKH B TIEPBBIE TOJBI KU3HU, YTO 00B-
SICHAETCSL TeTepola3MUel WIM OJIHOBPEMEHHBIM IPUCYTCTBUEM
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B KJIETKaX PacTyILIEro OpraHu3Ma COTEH MUTOXOHAPUH, COJIEPKAILUX
KaK HOpManbHy!0, Tak 1 MyTanTHyo MT/IHK. C Bo3pacrom konuue-
ctBo myrautHo¥ MT/IHK B kileTkax HapacTaer, U Korja OHO JOCTH-
raeT HEeKOETO «IIOPOTOBOTO YPOBHS», DHEPTETUUECKUI METabO0IN3M
TaKWX KIETOK yX€ He 00eclednBaeT MOTPEOHOCTH SHEPrOeMKHX
TKaHe u opraHoB B AT®, 4To BeAeT K UX JiereHepaluy U MosBIie-
nuto OXPHOS-60ne3nei.

Ipuyunelr MTB XO0polIO U3y4eHBI: 3TO TOYKOBBIE MYTallUU
u obmmpubie Aenenuu B MTHK nu sneproit JIHK, B koTopoii Bo3-
HUKAIOT MEXTEHOMHBIE CUTHAJLHBIC () (EKTHI, TPSIMO WIA KOCBEHHO
MPUBOJAIINE K (DEHOMEHY JNETUICIINH FITH UCTOIIEHUS MUTOXOHIPHIA.

OcHoBHble cumnToMbl MTD cBsi3aHbI C TOpaKEeHUEM HEPBHOM
CHCTEMBI, 4TO OOYCJOBJIEHO BBICOKOH MOTPEOHOCTHIO B SHEPrHU
HEPBHOM TKaHHU U BBICOKOM YYBCTBUTEJIBHOCTBIO HEHPOHOB K HENO-
CTaTKy WX 3HeprocHaOeHus. XapakTepHbl paHHEe Hadauo OOIe3HU
Ha BTOPOM-TPEThEM TOJIy KU3HU peOCHKa, MPOrPECCHPYIOIIee TeUe-
HHE U BOBJICUYECHHE MHOTMX CUCTEM OpPraHHU3Ma.

MuTOXOHAPHUAIBHBIN THII HACJIEJOBAHMS HA3BIBAIOT €IIE Mare-
puHCKUM. M3BecTHO, uTO 0KO0JI0 5 % JAHK HaxoasTcst B MUTOXOHIIPHUSIX.
MWUTOXOHIPUHU HacHenyloTcsi peOEHKOM OT MaTepH C IUTOILIa3MOii
OOIIMTOB, BCE JETH OOJILHOW JKEHIIMHBI YHACIEAYIOT 3aboieBaHue
HE3aBHCHUMO OT Tojia pedeHka. MyKckne T0oBbIe KIETKH (criepMa-
TO30H[IBI), XOTS U COJEPKAT OYeHb HEOOJBIIOE KOJIMYECTBO MHTO-
XOHJpUH, 00ECTICUNBAIONINX WX MOABHKHOCTD, HO HE IMEPEeNaloT UX
nmoToMcTBy. [103TOMY Bce MUTOXOHAPUY TIIO/IA, HE3ABHCHMO OT €ro
T0J1a, IMEI0T MaTEPUHCKOE MporcxoxaeHne. [lopakeHHbIe JeBOYKH,
BBIXO/S 3aMyX, OyAyT po’KaTh TOJBKO OONBHBIX JETEH, TOrAa Kak
y OOJIBHBIX MYKCKOTO T0JIa BCe JeTH OyayT 340poBhl. Takum oOpa-
30M, KCHIIMHA NEPEIacT CBOM I'e€HETUYECKU MaTepHall HE TOJBKO
4yepe3 XpOMOCOMBI, KOTOPBIE HAXOIATCS B AApPE KIETKH, HO U C IIUTO-
mrazmaTrdeckot  muroxoHapuansHo JHK (MtAHK), mnpuuem
C PaBHOM BEPOSITHOCTHIO KaK MaJIbYMKaM, TaK U I€BOYKAM.

B MmtIHK, cocrosmieit n3 16569 HyKI1€0THAOB, COOEPKUATCS 00-
nee 20 renoB TPHK, 2 rena pPHK u 13 renos, kogupyromux pas-
JUYHBIE CyOBbEIUHMIBI KOMIUIEKCOB OKHCIHUTENBHOTO (ocdopunm-
poBaHUs. 56 cyObeIUHHI STHX KOMILIEKCOB KOIUPYIOTCS SACPHBIMU
reHamMu. VI3MeHEHUsT MUTOXOHJIPHAIBHOIO TE€HOMA MPUBOIAT
K HapyIIeHUAM THPYBaTACTUAPOTEHA3HOTO KOMIUIEKca, aedexTam
(hepMEHTOB IBIXaTeNBLHOM MenH, OeTa-oKuCIIeHns u 1ukia Kpeoca.
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B kauHHYecKol KapTHHE MHUTOXOHAPHATIHHBIX 3a00JICBaHHMA
BEIYLIUMH SABJSIOTCS Tspkenble nopaxenus LIHC, opranos 3peHus,
cep/ua v MBIIIII.

Oco0eHHOCTH MUTOXOHAPHAJIBLHBIX 00J1€3Heii:

— mamepunckuii mun nepedauu. Bce mT/IHK umeroT marepun-
CKOE MPOUCXOXKICHHUE,;

— ¢henomen zemeponnazuu. Kierku OONBHOTO HMMEIOT HOP-
MaJlbHbIE M MYTAaHTHBIE MUTOXOHIPHUH, KOTOPBHIC PACIPEACISIOTCS
CJIy4ailHO MpH JEJIEHUHU KIIETKH;

— 3aBACUMOCTD TSDKECTH KIMHHUYECKOTO TPOSBICHUS OT Xapak-
Tepa MyTalluH, BEI3BIBAIOIIEH MTOBPEKICHUS;

— 3aBACUMOCTh KIIMHUYECKOTO TMPOSBICHHS 3a00JeBaHHUA OT
SHEPTEeTHUECKON MOTPEOHOCTH OPraHOB M TKaHel. [1o uyBCcTBUTENb-
HOCTH K JHEPronoTpeOSIeHHIO OpraHbl MOYKHO PACIOJIOKUTH B TIO-
psinke yobiBanust: LIC — ckeneTHbIE MBIIIIBI — CEpACYHAs MBI —
MMOYKH — TIeYeHb — SHJOKPUHHAS CHCTEMA.

— 8blcoKaa yacmoma cnopaouyeckux ciyuaes. 1lokazaHo, 4To
OJTHA M3 TIPHYMH CIa00CTH CEepIETHON MBIIIIIBI Y JIFO/Iel ¢ 24-IIeTHeTo
BO3pacTa SBIAIOTCS MYTAIlMH, MPEXJE BCEro, NEeUH B MUTOXOH-
JpUajJbHOM T€HOME.

OcHoBuble THOBI MyTamui B MTJHK — xpynuble aenerum
Y TOYKOBBIE MYTaIlUl CTPYKTYPHBIX T€HOB.

Kiannnko-reneruyeckue 0CO0€HHOCTH OCHOBHBIX MHMTOXOH-
ApUAIBbHBIX 3200/1€BaHUIl

Cundpom Jlebepa — HacnencTBeHHas aTpoQus 3pUTETHHOTO HEPBA,
4acTo COYETACTCS ¢ HEBPOJIOTMYECKOM CUMIITOMAaTUKON B BUJIE paHHEH
JFICTOHHH, TIepU(eprIecKoil TIONMHEBPOIaTHH, TPEMOpa, aTaKCHH. 3a-
0O0JIEBaHUIO MOT'YT COIYTCTBOBAaTh I'OJIOBHBIE OOJIM M cepAcUHas apHT-
musl. [Ipyuamnaa — Mytanmum B ogHoM ux 7 reHoB NADH-nerunporenasst
KoMIDiekca | mpixarensHO# menu mutoxoHapuil. Hanboree dacteiMu
mipu curapome Jlebepa sSBIAI0TCS HyKIJIEOTHAHBIE 3aMEHBI B TIOJIOKEHU-
ax 11778, 3460, 15257 n 14484 mt/IHK.

Cunopom Kepnc—Ceitpa. BonbIIMHCTBO CIIy4aeB 0OYCJIOBIICHO
kpynHbiME AenenusamMu B MTXIHK. Cumnrombl — ogpmansmonne-
2usa, XapaKTEepHU3YIOIIAscs OIyIIEHHEM BEpPXHEro Beka (ITO30M)
Y OTpaHWYEHHEM [BW)KCHUS TJa3; MPOTpecCUpyIomas caadocmb
Mbluiy KOHEUHOCTEH; 3) decenepanyus cemuamku.

[To Mepe nporpeccupoBanus OONE3HU K OMUCAHHBIM CUMIITOMaM
MIPUCOEANHAIOTCA TPHU3HAKK TIOPaKEHUS Cepila, TIIyXoTa, DHIIO-
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KkpuHHBIe Hapymenns. CmepTs HacTymaeT depe3 10-20 met B pe-
3yJIbTaTe HOPAXKEHUS CEPAEUHO-COCYIUCTON CUCTEMBI.

Cunopom ITupcona — xapakTepHO HallMuWe KPYMHBIX JACICUUN
B MTXx JHK, nokann3oBaHHBIX MPEUMYIIECTBEHHO B MTOXOHIPHAX
KJIETOK KOCTHOrO Mosra. KimHuueckue NposBICHUS BO3HUKAIOT
B IIEPBBIE JHU IOCJIE POKACHUS U XaPaKTEPHU3YIOTCS 3JI0KaYECTBEH-
HOW aHeMuel, B psAe CIy4aeB MaHIUTOIEHUeH (yrHEeTeHHEM BCeX
KPOBETBOPHBIX POCTKOB KOCTHOTO MO3ra) M HHCYJIMH3aBUCHMBIM
caxapHbIM JuabeTroM. bosbHbIC TOrHOaroT B TIepBbIe 1—2 rojia )KU3HMU.

BeposATHOCTh HACIEICTBEHHOM MEpeaadyd MUTOXOHIPHUAIBHBIX
0ose3Heil oT OOMBPHOW MaTepu NETSIM 3aBUCUT OT YPOBHS TeTepo-
IJIa3MUH U TIpH ToMoruta3Muu oHa gocturaet 100 %.

3.3. leHeTH4YeCcKUIT MMIPUHTHHT

TepMuUH «UMIOPUHTUHTY» BIIEPBBIE TMPEAJIOKII aMEPUKAHCKUM
redetuk X. Kpoy3 B 1960 r. myist onucaHust S3MMMUAHAIIUN OTLHIOBCKUX
XPOMOCOM Y HACEKOMBIX.

WmnpuHTHHT — 3amnedariieHue, IUPOKO PacHpOCTpaHeHHBIN (he-
HOMEH PEaKTUBHOI'O HAy4YeHUs B KUBOU mpupoze. Knaccuueckum mpu-
MEPOM HMMIIPUHTHUHTA MOTYT CIIYXKHTh MOBEJICHUECKHE aKThI BBIBOIKO-
BBIX IITHII: BEIpAIICHHBIC B TCUCHNUE TIEPBOM HEACTH KU3HU B H30JISAIIUN
OT COpOJIMYEH NTEHIBl, MPEANOYUTAIN B OyIylieM Clie/oBaTh 3a
JIFOTEMH, a HE 32 B3POCIIBIME 0COOSIMU CBOETO BHJIA.

I'eHOMHBIIi HMIPPMHTHHI — PA3JIMYHAS SKCIIPECCHUS Y TOTOMCTBA
TOMOJIOTUYHBIX T'€HOB, MOJIYYEHHBIX OT OTLA WIM Marepu. I'eHOM-
HBI UMIOPUHTHHT — IIAPOKO PACIpPOCTPaHEHHOE SIBIIEHWE, COCTOSI-
mee B TOM, 9TO HEKOTOPHIE TEHHI B TOJIOBBIX KJIETKaX pPOJUTENCH
0CcOOBIM 00pa3oM «METATCS», HANpUMep, MyTeM METWINPOBAHHS
LIUTO3UHOBBIX OCHOBaHUU. «IloMEUEHHBII» reH y MOTOMCTBA IMIPOCTO
He paboraer. HekoTophle I'eHBl OTKJIOYAIOTCS B CIIEPMATO30MAAX,
Ipyrue B sifliekneTkax. B pe3ynbrare 4yacTh MPU3HAKOB MOTOMCTBO
HacJIeIyeT TOJIBKO OT MaTepu (€CIH COOTBETCTBYIOIIWE TE€HBI OT-
KIJIFOYEHBI B CIIEPMATO30M/IaxX), YacTh — TOJBKO OT OTIA (ECiIH TeH
OTKJIIOYCH B SHIICKIIETKE). B TOIOBBIX KIIETKAaX IMOTOMCTBA CTaphIc
METKH YIAISIIOTCS U 3aMEHSIOTCSI HOBBIMU. [103TOMY y BHYKOB MOTYT
MIPOSIBUTKLCS TIPU3HAKHU Jie/la UM 0aOKH, KOTOphIe He ObUTH BBIpaXKe-
HBI Y pOJIUTENEN.

VMOpUHTHHT — 3TO OpUMEpP TaK Ha3bIBAEMOMN <«QNUIeHeTH4Ye-
CKOM», NIY HAaJIr€HETUYECKOW HACJIEICTBEHHOCTH, TO €CTh Hacie[-
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CTBEHHBIX CBOWCTB, HE CBA3AHHBIX C M3MEHEHHEM OCHOBHOM CTPYK-
Typsl TEHOB — IOCJIEAOBATEIbHOCTH HYKJICOTHIOB B MOJIEKYJIax
JHK. ®wusnuyeckun OH OOBIYHO MPEACTABISECT METWIMPOBAHHE OT-
JENbHBIX HYKICOTHJOB W/WIM MOAM(HUKAINIO OEIKOB, CBS3aHHBIX
¢ IHK. CraBurcs »Ta METKa B MOMEHT (DOPMHPOBAHUS ITOJIOBBHIX
KIJIETOK — CTIEPMATO30HMI0B ¥ SUIIEKIIETOK.

CrnencTBreM reHOMHOTO MMIIPUHTUHTA SBJSIETCS Pa3InYHOE Te-
yeHne 3a005IeBaHUSI B 3aBHCHMOCTH OT MPOXOXKACHHUS MYTaHTHOTO
aJieNs 4epe3 MY)KCKOW WMJIM KCHCKHM ramerorcHe3. [y OosesHen
TCHOMHOTO MMIPUHTHHTA XapaKTEPHBIM SIBIACTCS pa3sHOe KIMHUYE-
CKO€ TIPOSIBJICHHE TeHETHUECKUX HApYIIEHUH, 3aTParuBarOINX OJUH
Y TOT € pailoH reHOMa, B 3aBHCHMOCTH OT TOTO, UMEIOT OHU MaTe-
PUHCKOE WJIM OTIOBCKOE MpOHCXOXkIeHHe. [lomydeHHbIe K HACTOS-
IeMy BpEMEHHU NaHHbIE CBUIETEIHCTBYIOT O TOM, 4TO (eHOMEHY
T€HOMHOTO WMITPHHTHHTA TTOJIBEPKEHBI YIaCTKA MHOTHUX XPOMOCOM
gyenmoBeka — 1, 5, 6,7, 11, 13, 15, 19, 20, X-xpomocoma (puc. 1)

I'eHOMHBIII UMIPHHTHHT y MJICKOITUTAIOIINX (pa3jInyus B CTe-
MEHU METHJIUPOBAHU OTIOBCKMX W MAaTePUHCKUX aJuleiell reHa)
MOKET 00YCJIOBUTH (PYHKIIMOHHUPOBAHUE TOIBKO OJHOTO M3 ayljIeNei
(HEMEeTHIMPOBAHHOTO WM HEAOMETWINPOBaHHOTO). Jledekr (yHK-
[MOHUPYIOIIETO I MPUBOAUT K HACIEICTBEHHBIM 3a00JIeBaHU-
siM. KitaccudeckuM mpuMepoM TaKoT'o HACIIEIOBAHUS SIBIISTFOTCS CHH-
npombl AHrenbmana U [Ipanepa—Buium, cBsi3aHbie ¢ pa3IHYHBIMU
BapHaHTaMH METWJIMPOBAHHUSA OTIOBCKUX W MAaTEPHHCKHX aJuiejiei
JIByX TEHOB, PACIMOJIOKEHHBIX ONW3KO NpYyr K APYry Ha JUIMHHOM
jIede XpoMOCOMBI 15.

Cunapom Ilpagepa—Bunnu cBs3aH ¢ WHaKTUBAIMed T'eHOB
xpomocombl 15011 -13, B 75 % ciyuaeB ¢ genenueil KpUTUIECKOTO
paiioHa XpoMOCOMBI 15 omuoeckozo npoucxosrcoenus, a B 0CTaib-
HBIX 25 % HaOII0IaI0TCST OTHOPOIUTENBCKIE TUCOMUN MAaTEPUHCKOTO
MPOUCXOXKIeHUs.. I B TOM M IpyroM ciiydae WHAKTHBHPOBAHHBIMU
OKa3bIBAIOTCS T€HBl OTLOBCKOTO MPOMCXOXKICHHUS, JIOKAIN30BAHHBIE
B obmactu 15q11-13.

Knunuxa: manwiii Bec NpH POXICHUHU, MBIIICYHAS TUIIOTOHHUS,
MICUXOMOTOPHOE Pa3BUTHE 3aMENJICHO, Y MHOTHX IMPHUCTYIBI almHO?
Bo cHe. [locne 6 MecsieB HaOmoaaercs runepdarst (TIOBBIIICHHBIN
anmeTHuT), 9TO TMPUBOANUT K OKUPEHHI0. Y MHOTHUX Pa3BHBaeTCA ca-
XapHBIA aUa0eT, HaOMI0IaeTCs CHUKCHUE YYBCTBUTEIBHOCTH K 0O-

102



JIY, TIOJIOBOE DPa3BUTHE OTCTAE€T OT HOPMBI, OJUTO(PpPEHUs pazHOI
CTETIeHH BHIPAYKEHHOCTH.
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Puc. 1. Kapma umMnpunmuposantvlx 2eH08 2eHOMA 4el08eKd. XPOMOCOMHbLE
peauoHbl, codepacawie 00UH 2eH Ul Oojiee, IKCNpeccupyemvle moabKo
C MAMeEpPUHCKOL KORUU, OmmeueHbl Oenbim, pecuonbl, cooepaicaujue 00uH

unu 6oee 2eH08, IKCHPECCUPYeMbIX MOJIbKO C OMYOECKOL KONUU, OMMeUeHbl

memnbim. Hexomopule pecuonol cooepoicam Kiacmepvl UMRPUHMUPOBAHHBIX
2€HOB: MAMEPUHCKUTL UMRPUMUHE (IKCTPECCUPYEmcst MOLbKO OMYOECKULL
annenv) u OMyoSCKUll UMRPUMUHE (IKCHPECCUPYEM sl MOTIbKO
MamepuHcKuil ainenn)

CunapoM AHreJIbMaHa — aHOMAJIMS TOTO )K€ ydacTtka 15011-13,
OJTHAKO JIOKAJTM30BAHHOTO B MaTepPHHCKOH Xpomocome. [IpuumHoii
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pa3BuTHA CcHHApoMa AHrensMana B 68 % sBisercs nmenenuu
B oOiactr 15011-13 MarepuHCcKoro npoucxoxaeaus, B 7 % — omgHO-
POIONTENBbCKHE JUCOMHU OTLIOBCKOTO MPOHCXOKIeHHUs, B 11 % — my-
taumu rena UBE3A (ubiquitin-protein ligase E3A), nokani3oBaHHOTO
B TOM )K€ [IUTOTEHETUYECKOM paiioHe, 3 % — MHaKTUBauKs UMIIPUH-
THUHTOBOT'O LIEHTPA U B OCTAJIBHBIX CIy4asX NPUYMHBI HE YCTaHOBIIE-
Hbl. Ho BO Bcex ciydasx, Korza MpUYUHBI MU3BECTHBI, OHU CBS3aHBI
C MHAKTUBaLUEHl I€HOB MAaTEPUHCKOIO MPOMCXOXKICHHUS, JIOKAIN30-
BaHHBIX B UMIIPUHTHUHIOBOM 001aCTH.

CunzipoM AHTeJIbMaHa MPOSIBISIETCS TPyOOH 3aJepiKKoil TcH-
XOMOTOPHOTO pa3BUTHSA, BBIPAKEHHOW onurodpeHueil ¢ Heaopa3Bu-
THEM pedyd. BonbHBIE MO3IHO HAYMHAIOT XOOUTh, M MX IIOXOJKa
HallOMMHAET JBWKEHHUS KYyKJIbl. THUIUYHBIM SBJSIOTCS TNPHUCTYIIBI
HACHJILCTBEHHOTO CMEXa, MO3TOMY 3a00JICBaHWE HA3bIBAIOT «CHH-
JPOMOM JIMLIA CYACTIMBOM KYKJIbI».

Takum oOpazomM, oba cHHApPOMa OOYCIOBIEHB HapyIIEHHEM
SMUT€HETHYECKOT0 KOHTPOJIS 3KCIIPECCHU T'€HOB, JIOKAJTM30BaHHBIX
B LIUTOT€HETUYECKOM 00JacTH, MOJBEPrarouelicsi TeHOMHOMY HM-
MPUHTHHTY.

Cunapom Tepnepa. lpyrum sIpKuM MPUMEPOM POIH T€HOMHOTO
WUMIIPUHTHHTA CIYKUT cuHApoM TepHepa, mpu KOTOpOM, Hapsmy
C MHAKTHBALMEN NPaKTHYECKH BCel X-XPOMOCOMBI, Y >KEHIIMH Ha0to-
JaeTCs ¥ POIUTENILCKUIM UMITPUHTHHT OTJEIbHBIX T€HOB X-XPOMOCOMBEI.
Tax, UMIPUHTHHTY MOJBEPraeTcsi T'€H 4eJIOBEKa, ONpPEAeISIOMmnit
colyaibHble KOHTAaKkThl. HapylieHune reHa NpHUBOAMT K aHOMAIUU
B MTOBEIEHWH U K CHI)KEHHIO BETMYHHBEI [Q.

Bbonbuble ¢ cuHapomoMm TepHepa MOTydarOT €IMHCTBEHHYIO
X-xpoMocoMy OO OT OoTia, 1nb0 oT Marepu. OKa3anoch, YTO Ma-
LUEHTBl C X-XPOMOCOMOM, TOJIYYEHHOH OT OTHa, MUMEIOT CyIle-
CTBEHHO MeHblle aHOMAUI B COLIMAIHHOM ITOBEJICHNN, OHH MEHEe
MOJIBEPKEHBI ayTU3MY — YXOJy B ce0s1, HECITOCOOHOCTH KOHTaKTHPO-
BaTh C BHEIIHUM MHpPOM. HeCOMHEHHO, BETMKO BIMSIHUE OKPYKEHHUS
1 TprOoOPETeHHBIX HABBHIKOB OOYYEHHS, OJHAKO MPOBEICHHBIN CTa-
TUCTUYECKUHA aHAIN3 YKa3bIBA€T HAa MEHETHUYECKYIO MPHUPOIY BBISB-
JICHHBIX pa3nuyui.

CormocTaBiieHle pe3yJabTaToB IICUXOJIOTMYECKHX TECTOB C Mare-
PHHCKUM HJIA OTLOBCKHM IPOHCXOKICHUEM X-XPOMOCOMBI Y OOJIBHBIX
¢ cunapomoM TepHepa MO3BOJIMIO 3aKIIOYHUTh, YTO B X-XPOMOCOME
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YeloBeKa PaCIONIOKEH TeH, MOJBEPTraloNIHIiCs POIUTEIECKOMY HM-
MPUHTHHTY W ONPEJCISIONUI 0COOCHHOCTH TIOBEJCHUS U YPOBECHb
MHTEIUICKTA.

CBsI3b TEHOMHOTO MMIIPUHTHHTA C JIPYTUM HAacJeJCTBEHHBIMU
MATOJIOTUSIMH YEJIOBEKa Ha YPOBHE XPOMOCOM MIIM OTICIBHBIX TCHOB
B HACTOSIILICE BpEeMs LIMPOKO M3ydaercs. Tak, Hampumep, IpH Xopee
Tenmunemona M cnunno-mosinceuxosou amaxcuu | 3a00neBanvie
BO3HHKAET PaHbIIIC M MPOTEKACT TSDKENIES, eCIIH YHACIICIOBAHHBIC TCHBI
HMMEIOT OTIIOBCKOe mpoucxoxenue. [Ipu neipogpuopomamose 1 u 2,
MUOMOHUYECKOU Oucmpoghuu, Ha000pOT, 3a00JICBAHUE UMEET OoJice
paHHEC HaA4YaJI0 U TsOKCJI0C€ TCUCHUC IPHU YHACICAOBAHUN MYTAHTHBIX
TeHOB OT MaTepu. He BbI3bIBaCT COMHEHHS MPUYACTHOCTH TEHOMHOTO
HUMIIPUHTUHIA K 3TUOJIOTHUH OITYXO0JIEBOI'O POCTA.

4. I'eHeTHYeCKHMIT KOHTPOJIb MPEAPACHOJI0KEHHOCTH K MYJIb-
TH(PAKTOPHAIBHOM ATOJIOT MU

B mocnemnue roasl 0ONbIIOE BHUMAaHWE YICISCTCS H3YUCHHIO
TCHETHUECKMX MEXaHU3MOB IUPOKO PACIPOCTPAHEHHBIX OOJe3HEH,
BHOCSIIUX OCHOBHOH BKJIAJ] B CTPYKTYpPY 3200JI€BA€MOCTH U CMEPT-
HOCTH 4YeJoBeKa. JlokazaHa cyliecTBeHHasl Poib TeHETHYEeCKHX (pax-
TOpPOB B BO3HHKHOBEHHUH aTEPOCKJIEpPO3a, THIEPTEH3UHU, CaXapHOTO
nuabera, OpOHXMANBHON acTMBI, Pa3UYHBIX (OPM paka, ICUXHYe-
CKUX OoJie3HeH U Jip.

BonpmmHCTBO 3a0051€BaHUil ATON TPYNIBI UMEET MYIbmMUPAK-
mMopuaiIbHy0 npupoody, T0 eCTh UX KIMHUYECKUE MPOSBICHHS BO3-
HUKAIOT TOJIBKO B pe3yJbTaTe COBMECTHOTO JEHCTBHS HEKOTOPOTO
Yrcia TeHEeTUIEeCKUX U CPeIoBhIX (akTopoB. Takue OOoNe3HU MpUHS-
TO HAa3bIBATh OONE3HAMU C HACAEOCHEEHHOU NPEOPACNHON0IHCEHHO-
cmoto (BHID). Ota maronmorus B HacTosmiee BpeMs mpuoOpeTaer Bce
OoJpIlee 3HAYEHHE NS MPAKTHYECKOTO 3PaBOOXPAHEHUS, TaK Kak
B cpeaneM okoio 10 % nacenenus crpagaer OoJe3HSIMU C Haciel-
CTBEHHOH NPEAPacOI0KEHHOCTBIO.

B OGonpmmHCTBE ciyyaeB HAacJeICTBEHHAs IPepacIioNoKeH-
HOCTh (opmHpyeTcsl crenuduyeckoll KoMOWHauuer ajieneid He-
CKOJIBKMX T€HOB, BHOCSIIUX BKJIAJ B Pa3BUTHE KIMHUIECKUX TPOSB-
neHuit 6onesnu. I'envt mocym xKonmponuposams 601e31b 8 hopme
aooumueHo20 (cymmapnozo) oelicmeus, audo 00Ul U3 2eH08 OKa-
JHeemcea 21a6HbBIM, a4 OCMAnAbHble OYOym umemov MoOUpuuupyio-
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ujee gnuanue. MexannsM pa3BUTHUS 3a00JIeBaHUH, 00YCIOBICHHBIX
aJTUTHBHBIM JICHCTBHEM T'€HOB, MOXKET OBITH OMHCAH C ITOMOIIBIO
Pa3NUYHBIX MOAENEH, INIaBHasi U3 KOTOPBIX — HOJIUZEHHAA MOOelb
¢ nopozogvim 3phekmom. Ilpennonaraercs, 4To CyLIECTBYeT He-
NPEPBIBHBIN Psi] 3HAYEHHIT TaKWX MPHU3HAKOB, KOTOPBIE MOKHO HM3Me-
puTh y OONMBHBIX M 3I0POBBIX JIONEH. B aToM ciydae mepmumnom
«nopoz» 0003HAUAIOM ONPEOENeHHYI0 ZPAHUYY 6 KPUGOUl pacnpe-
oenenus, 3a KOMopoi pacnonazaromca 60avHbvle UHOUEUObL. 3a00-
JieBaHHE BO3HUKAET B TOM CIydae, KOTJla COBOKYITHOCTH HAaclen-
CTBEHHBIX U CPEIOBBIX ()aKTOPOB MPUBOAUT K HAPYIICHHUIO TOMEOCTa3a
W TPEBBIIICHUIO 3TOTO «IIOPOTay, B pe3ylibTaTe 4ero BO3HHKAET 3a-
OosieBaHUE.

B mocnennue roasl B pe3yibTaTe HHTEHCUBHOTO Pa3BHTHUSI MO-
JEKYJSIPHO-TEHETUYECKAX METOAOB YAalloch HWACHTHOUIPOBATH
TeHBl, MyTallud B KOTOPBIX BHOCSAT CYIIECTBEHHBIN BKJIaJ B Ipei-
PAcCIOIOKEHHOCTD K Pa3BUTHIO PA3IMYHBIX MYIbTH()AKTOPHATBHBIX
6onesneit. [lpu anammze psga BHIT moxHO roBoputh 00 3ddekre
«TJIAaBHOTO TEHa», OJHAKO CYMTAIOT, YTO HAIWYME JAHHOTO T'eHa
HEO00X0/IMMO, HO HEIOCTaTOYHO JUIS Pa3BUTHA 3a0osieBaHus. B kade-
CTBE IpUMepa MOYKHO NPHUBECTH 3HAYMUTENLHBIN BKIAJ JBYX I€HOB
BRCA1 u BRCA2 B mpeapacrnoiokeHHOCTH K CeMEWHBIM (Qopmam
paka MOJIOUHOH JKeJIe3bl.

4.1. KnuHUKO-TeHeTHYeCKNEe OCOOEHHOCTH HEKOTOPBLIX 00-
Jie3Hel ¢ HACJIeACTBEHHOM MPeIPacioI0:KeHHOCTHIO

B nacrosmiee Bpemsi KapTUPOBAaHO MHOXKECTBO JIOKYCOB, OOHa-
PYKMBAIOLINX CIEIJICHHE C PAOM TaKUX IIHPOKO PacIpOCTPaHEH-
Heix BHII, kak OpoHxuanbHas acTMa, aTepoCKIIepo3, THIIEPTEH3US,
u 1p. OfHAKO 1O HACTOSALIETO BPEMEHH HU MPH OJHOM MYyNbTH(aK-
TOpUATLHOM 3a00JIEBAHWU HE Y/aJ0Ch BBISIBUTH BCE TE€HBI, YYaCTBY-
folire B (OpMUPOBAHNHN TEHETUYECKOH MPeIpacoiokeHHOCTH. JTO
CBSI3aHO C CYLIECTBOBAHMEM CIIOXHOH IIeru maroreHe3a Oole3Hein
C HACIIEICTBEHHON MPEIPACIOI0KEHHOCTBIO.

AprepuanbHas runeprensus (Al') — rereporennas rpymnma 3a-
00JIeBaHM, OCHOBHBIM KJIMHHUYECKUM IIPOSBICHUEM KOTOPBIX SBJIS-
€Tcs TOBBIIICHWE YPOBHS apTEpUAILHOTO JIABJICHUS W CBSI3aHHBIC
C 9THUM OCJIOXHEHUS (MH(apKThl, HHCYJBTHI, MOYeYHass HEAOCTaTOY-
HocTh). K HacTosimemy Bpemenu u3BectHo Oosiee 100 reHoB, mpo-
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IYKTHI KOTOPBIX MOT'YT IPSIMO MIJIM KOCBEHHO YYaCTBOBAaTh B CIIO)KHOM
natoreHe3e pasnuuHbix Gopm Al IIpexae Bcero, 3T0 KOMIIOHEHTHI
PCHUH-aHTUOTCH3MHOBON M KAJUIMKPEUH-KUHHHOBOW CHUCTEM; IPO-
IYKTBI, 00ECTIEUYHBAIOIIHE MTOA/IEPKaHNE COCYTMCTOrO TOHYyca (IHIIO-
TENTMHBI, CHHTA3bl 3aKHFCH a30Ta, KOMITOHEHTHI KAIBIIMEBBIX KaHAJIOB)
U CTPYKTYPBl COCYAOB (dmacTuH, (GUOPHILINH, KOJUIAr€H-CBS3HI-
BalOIIUH OEJ0K); PElenTophl aAPEHEPTHUSCKON CHCTEMbl (HANpH-
Mep, nodamMHuHa); MPOIYKTHl MeTaboIHM3Ma CTEPOUIHBIX TOPMOHOB
(11-B-runpokcriassl, 17-0-THAPOKCHIA3BI U JP.) U BOAHO-COIEBOTO TO-
MeocTasa (aKBaIllOPHHBI, PELETITOPEI BA30IIPECCUHOB, NOHHBIE KaHAbI).

ATepockiepo3. [lokazaHo, 9TO psam TEHOB, (OPMHUPYIOIIAX
MIPEIPACIIONIOKEHHOCTh K THIIEPTEH3UH, BHOCAT BKJIAJ B 3THOIIOTHIO
JPYTOro HIMPOKO PacTPOCTPAHEHHOTO 3a00JIEBaHUS — aTePOCKIEPo-
3a. DTO CBS3aHO CO CXOZCTBOM PsiJia ATOrCHETUISCKUX MEXaHU3MOB
JaHHBIX 3a00JICBaHUI, B YAaCTHOCTH OOYCIIOBJICHHBIX HapYIICHUEM
(h)yHKIIMOHUPOBAHUS PEHUH-AHTHOTCH3WHOBOH, KAIDTMKPEUH-KUHH-
HOBOI1 cuctem. OmHAKO BeIyllee 3HAUYEHHE B MATOT€HE3e aTepOCKIIe-
PO3a OTBOAMTCS TIOBBIIIIEHUIO KOHIICHTPAIIUY JIUITHIOB B IJIa3Me KPOBH,
HapPYIICHUIO TPOIIECCOB CBEPTHIBAHUS KPOBH U LIEIIOCTHOCTH COCY -
CTOH CTeHKH. B CBsI3U ¢ 3TUM B Ka4eCTBE OCHOBHBIX T'€HOB KaHH/a-
TOB PacCMaTPUBAIOTCS T'€HBI, POIYKThI KOTOPBIX O0ECIICYMBAOT JIH-
MUIHBII OOMEH.

Bponxuanbublie 6ose3nu (bb). KonnuectBo reHoB, KOHTPOJIU-
PYIOIINX pa3BuTHE M (YYHKIIMOHUPOBAHHE OPOHXOJIETOYHONW CHCTEMBI
yenoBeka, nocturaetr 2000. Cs3aHHBIE ¢ YTUMH Te€HaMU OpPOHXOJIe-
TOYHBIE 0O0JIe3HH BBISBISIIOTCA y 60 % marmeHToB MyIbMOHOJIOTHYE-
CKMX cTaruoHapoB. Ha om0 MoOHOreHHBIX Oomne3Hedl OpoHXOB
Y JIETKUX TPUXOAUTCS OT 5 710 35 % KOHTHUHTEHTa OOJBHBIX C HEcIe-
nU(pUIECKUME OOJIE3HAMU JISTKUX.

Bwmecte ¢ TeM reTepo3UroTHbIe HOCUTEIH TeHOB 3THX bb sBis-
FOTCSI, KaK MIPAaBHUJIO, MPAKTHUECKU 30POBBIMHU JIFOBMH, HO IIPH BO3-
JNCHCTBMM Ha HUX M HMX IIOTOMCTBO HEOJIArONMPHUSTHBIX SKOJIOrHYe-
CKHUX M COLMAIBbHBIX (PAKTOPOB Y HUX HAOJIOMAETCs MOBBIIICHHBIN
pUCK pa3BuTHs OpoHXoneroyHod mnaronoruu. OAHONH M3 YaCTBIX
MPUYUH PA3BUTHS TAKOW TATOJOTHH CIYXHT HEOOCHAmOYHOCHIb
ansha-1-aumumpuncuna, KoTopas MOXET MPOSBUTHCS KaK CaMo-
CTOSITEILHOE MOHOT'CHHOE 3200JICBAaHHUE WIIH CTaTh BEYIIUM KINHU-
YeCKUM CHMIITOMOM Tipu Takux bb, kak OpoHxmanmbpHas actma, Xpo-
HUYeCcKas SM(PU3eMa JISTKUX U XPOHUIECKUE OPOHXUTHI.

107



B Hacrosimiee BpeMsi BBISIBJICH PAJ T€HOB, OOHApY>KMBAIOIIMX
CLCIUICHHE C JPYTMMH PacHpOCTPaHECHHBIMH MYIbTH()AKTOPHAIBHBI-
MU 3a00J1€BaHUAMH, TAKUMH KaK PEBMATOUIHBIN apTPUT, PACCESIHHBIN
CKJIEPO3, OCTEONOpO3, OKHPEHHE, PHAOMETPUO3, A3BEHHas OOJe3Hb
XKEJyIKa U IBeHaALATUIEPCTHON KUIIKU U Ap. OnHaKo, IOKa HU AT
OJHOTO 3a00JIeBaHMSI C HACJIEJCTBEHHOW MPEApacHolIOKEHHOCTHIO
HEBO3MOXKHO BBIAEINTH CIIEKTP I€HOB AJIsI CKPUHHMHIA HA IIPEAPACIO-
JIOKEHHOCTb.

Takxum 00pa3zoM, B OCHOBE HACJIEICTBEHHOHN MPEAPaCIIONIOKEHHO-
CTU K OOJNE3HAM JIS)KUT MIMPOKUM TeHETHUeCKHUd cOallaHCUPOBaHHBIH
noaMMop(hU3M HOIMYJSIIUN YelIoBeKa 1o (epMeHTaM, CTPYKTYPHBIM
U TPAaHCHOPTHBIM OesikaM. B momynsnusx denoBeka He MeHee 25—
30 % nokycoB (13 30 000) npexncTaBineHsl AByMs ajUIesIIMU U OoJiee.
CrnenoBaTelibHO, MHIMBUyaIbHbIC KOMOWHAIIUY aJlIeie HEBEPOSIT-
HO MHOroo6pasHel. OHH 00€CIeUnBalOT I'€HETHYECKYI0 YHMKAJb-
HOCTh Ka’KA0T0 YesJ0BeKa, KOTOpas BhIpa)XaeTcsl HE TOJBKO B CIIO-
COOHOCTSIX, (PU3NUECKUX OTIMYMAX, HO M B PEAKLMIX OpraHu3Ma Ha
naToreHHble (akTopel OKpyXkarolei cpenasl. boJse3nn ¢ Hacaen-
CTBEHHOH NpPeApacnoI0KeHHOCTHI0 BO3ZHHUKAIOT Yy JIMI C COOT-
BETCTBYIOIIIMM TE€HOTHUIIOM (COYETAHHE IMPEIPACIOIATAIOIIHX)
ajjielieil) mMpu NpoBOUUPYIOLIEM JeiicTBHU (AaKTOPOB cpeabl.
I'enetnueckue GpakToOpsl MPEIPACIOIOKEHHOCTH PENCTABICHBI, 110~
BUAMMOMY, F'€HaMH HE U3 OJHOH, @ HECKOJIBKHX CHUCTEM. DTO TaK
Ha3bIBaEMbI€ MOJUTeHHbIE CHCTEMBbI NPEAPACIOJI0KEHHOCTH.

5. OcHOBHBIE COBpeMEHHbIE MOJIEKYJISIPHO-TeHeTHYeCKHe
MeTOoAbI ANATHOCTHKH HACJeACTBEHHBIX 00JIe3HeH

Hacnencreennbie ©oNie3HM pPa3BHBAIOTCS BCIEACTBUE TOBpE-
KJACHHS HACJIEJCTBEHHOTO MaTepHasia Ha TeHOMHOM, XPOMOCOMHOM
WJIM TEHHOM YpOBHE. i1 TMarHOCTHKH 3TUX TOBPEXACHUH MCIIOIb-
3YIOT [IUTOT€HETHYECKHE, MOJIEKYIISIPHO-LIUTOTEHETHUECKUE H MOJIe-
KYJISIPHO-T€HETUYECKHE METO/IBI.

C NmoOMOILBI0 MOJIEKYJISIPHO-IIUTOTCHETHUECKUX METOIOB OBUTH
BBIBIIEHBl MHKPOZEIELNH, MUKPOMYIUIMKALNY, MapalieHTPHYECKUe
WHBEPCHH, HEOOJBIINE TPAHCIIOKALMH, HE OOHapyKEHHbIE Ha MeTadas-
HBIX XpOMOCOMax IPH KapHOTUIIMYECKOM HcciefoBaHuU. brmaromaps
9TUM MeToAaM ObUIa BBbIAENEHA TPYIIa FeHETHYECKUX 3a00JIeBaHU,
Ha3bIBAEMBIX MUKPOJIENIELIMOHHBIMY CHHApPOMaMu. beuto nmokasaHo, 4to
4acTh ciy4aeB cuHIpoMoB Ilpanepa—Bumnu, Axrensmana, Buneman-
Ha—beKBUTA U psZl IPYTUX MOYKHO OTHECTH K TOM TPyTIIIE.
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Jns BBIABIEHHWS TOYKOBBIX MyTanud, HEOONBIINX eNernit
1 MHCEPLMH B UCCIIEyeMbIX I'€HaX HCIHOJIb3YeTCs] MHOMKECTBO Pa3iIny-
HBIX ITOJXOZ0B, OCHOBAaHHBIX Ha METOJIE MOJIMMEPa3HON LIEMHON peak-
i (I1LIP), 6maromapst KOTOPOMY BO3MOXKHO MHOTOKPATHO YBEITHYHTH
YHUKaJIbHYIO TocnenoBatenbHocTh [JJHK, a 3arem mpoanamusupoBath
€€ Ha HaJIM4IMe WIN OTCYTCTBUE MYyTallUH B UCCIIELyEMOM JIOKYCE.

IIpyHuMnUanbHO pa3nuyaroT OpsAMyr0 U KocBeHHyro JIHK-
JUAarHOCTUKY MOHOT'€HHBIX HACJIEACTBEHHbIX OonesHeil. IIpamvle
memoovt /THK-Ouaznocmuku VCNONb3yHOTCS B CllydasiX, KOrJaa W3-
BECTCH I'€H, OTBETCTBEHHBIH 3a BO3HUKHOBEHHE HACIIEACTBEHHOTO
3a00J1eBaHUsl 1 OCHOBHBIE THUIIBI €0 MMaTOJIOrHYeckux myranuid. Vc-
MOJIB3YIOTCS AJISl TAKUX 3a00J€BaHUN KaK MyKOBUCIMI03 (Ma)KOpHAsI
mytanust delF508), dennnkeronypust (R408W), xopest ['eHTHHTTOHA
(axcmancus CTG-moBTOpOB) U 1Ip.

[Ipu MoONEKYJSIpHOW NHAarHOCTUKE HW3BECTHBIX MYTallUi, Kak
MPaBUIO, AHAIM3UPYIOT aMIUTM(QHUUUPOBAHHBIE (ParMeHThl T'€HOM-
Hor JIHK, npenmnonoxxutenbHo coAepKalux MyTallyy, a 3aTeM Mpu
HEOOXOIMMOCTH CEKBEHHUPYIOT TOJbKO 3TH y4yacTku JJHK.

IIpeumymecTBo mpsiMbIx MeTofoB auarHocTuku JIHK — Beico-
kast, mpaktudeckd 100 %, TOYHOCTH IMATHOCTUKH M OTCYTCTBHE
Heobxonumoctn JIHK-ananu3a Bcex 4IeHOB sIEpHON CEMBH.

OCHOBHOHM HENOCTATOK MPSIMBIX METOJOB COCTOMT B TOM, UTO
JUIS X TIPUMEHEHHs TpeOyeTcs 3HaHHE TOYHOM JIOKAIN3AIH NaTo-
JIOTUYECKOTO TeHa B T€HOME, €ro 3K30H-MHTPOHHOW CTPYKTYpbI
U CHEKTpa ero myraruii. Takas nHpopMaIis Ha CErOAHSIIIHUN JICHb
JOCTYITHA He JUIsl BCEX MOHOTEHHBIX OOJIe3HEH YenoBeka.

Haunbonee npocto 00HApyKUBAFOTCSI MyTaIlH, H3MEHSIOIINE JTH-
Hy ammmduimpoBanHbix (parmenroB JIHK, tak kak mnomoOHbIe
HapYILEHUsI JIETKO BBISIBIISIIOTCS TIPU AIIEKTPO(GOPETHUSCKOM aHAITH3E.

BonbIIMHCTBO METOA0B MOMCKA M aHAIM3a MYTalldii OCHOBAaHO
Ha [1I[P-TexHOJIOTHH ¢ MOCIACAYIOIIMM 3JIEKTPOo(Ope30oM B arapos-
HBIX WM aKPHJIAMHUIHBIX TEISIX.

Koceennvie memoowt /THK-Ouaznocmuxku TPUMEHSIOT B CIIy-
Yae, eciM TeH, TIOBPEXXICHNE B KOTOPOM MPUBOAMT K 3a00JI€BAHHUIO, HE
UICHTU(UIMPOBAH, a JIMIIb JIOKATM30BaH Ha ONpENeNICHHOH XpOMOCO-
Me. KocBeHHbIE METOJBI OCHOBAHBI Ha AHAJM3E CETPEralii B CEMbE
ajutenied TOMMMOP(HBIX MapKepoB, HAXOISIIMXCA B TOM K€ XPOMO-
COMHOM DETHOHE, WM TeCHO CLEIUICHHBIX C JIOKYCOM 3a00JIeBaHMSI.
HaubGonee ynoOHeMu a1 kocBeHHOW JIHK-muarHocTvku mnpu3HaHBI
MHKpOCATEIIUTHBIE (MOHOMED 10 5 TI. H.) 1 MUHUCATEJIUTHBIE (MOHO-
Mep MOBTOpa COCTOUT U3 5—60 1. H.) TOIMMOp(HHBIE MapKEPhI, ITHUPOKO
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pacrpocTpaHeHHbIe B TeHOME YesioBeka. [1J1s caifiToB TaKoTo THIIA ITOKa-
3aH MEHJIEJICBCKUI XapaKTep HACIIeIOBAHMUS.

OCHOBHOH HENOCTaTOK KOCBEHHBIX MeTomoB — ux He 100 %
TouHOCTh. K HemocTtaTkaM KOCBEHHOW JAMAarHOCTHKHU CIEIyeT OTHE-
CTH HEOOXOAMMOCTh CEMEHHOTO aHann3a M 00SA3aTeNbHYIO YBEpEH-
HOCTh B KIIMHUYECKOM muarHo3e. Kpome Toro, KOCBEHHBIE METO[IBI
JHK-mnaraocTiku MOTyT OBITH NMPUMEHEHBI TOJBKO ISl MOHOJIO-
KyCHBIX 3a0oneBaHuil U Hed((EKTUBHBI NI MOHOTEHHBIX MOJHMIIO-
KYCHBIX OOJIe3HEN.

5.1. IIpuHUMIBI 1 MEXaHU3MBI OJIMMEPA3HOT LIeNMHOI peakun

[omumepasnas nenHas peakius ([1L[P) — meTon amMmmmdukanim
JIHK in vitro, ¢ moMoIipi0 KOTOPOro B T€YEHHE HECKOJIbKHX YacoB
MO>KHO BBIJICIUTH U MHOTOKPATHO Pa3MHOXKUTH OIpPEACICHHYIO IO-
cnenoBarenabHoCcTh JJHK. BO3MOKHOCTB MOIy4eHHs] OTPOMHOIO KO-
JIMYECTBa KOMUH OJHOTO CTPOrO OIPEAETICHHOIO y4YacTKa reHoma
3HAYUTENFHO YIPOIIAET HCCiIeoBaHme nmMeromierocs oopasmna JJHK.

B ocnoe merona TP nexxut npupoaHslil npouecc — KOMIUIe-
MeHTapHoe noctpauBanue JJHK.

OcHogHble KOMROHEHmMbl PeaKyuoHHol cmecu. {1 vnHUIINA-
Y TIOJTUMEPa3Hoil peaknuu B 3aaHHbIX yaacTkax JIHK ucnonssy-
10T JIB€ OJIMTOHYKJICOTHHBIE 3aTpaBKH, Ha3bIBa€Mble npaimepamu
(arrn. primer). Ilpaiimepsl — CUHTETHUYECKUE OJIMTOHYKJICOTH]IBI,
cocrosimmue u3 15-30 ocHoBanuid. [IpaiimMepbl KOMIUIEMEHTApPHBI T10-
cnenoBarenpHOCTsIM JIHK Ha «ieBoit» u «mpaBoi» rpaHulax crie-
nuduuecKkoro (parMeHTa U OPUCHTUPOBAHBI TaKUM 00pa3oM, 4TO
noctpanBanue Hooi nemu JJHK B mocnenoBarensubix nukimax [P
MPOTEKaeT TOJIBKO Mexay HuMHU (puc. 2). [IpaiimMep k 5'-KOHIy reHa
Ha3biBatoT NpsiMbIM (forward, For), k 3'-koHIly reHa — 0OpaTHBIM WU
BCTpeUHbIM (reverse, Rev).

IIpaBuimpHO TIOMOOpaHHBIE TIpaliMeEphl 00ECTIEUNBAIOT CIICITH-
(UYHOCTh M UYyBCTBUTEIBHOCTH TECT-CUCTEMBI M JIOJDKHBI OTBEYaTh
pAAY KpUTEPHUEB:

¢ beite cnenmpuaabivMA. Oco00€ BHUMAHHUE YACISIOT 3'-KOHIIAM
npaiiMepoB, Tak Kak IMEHHO ¢ HUX Taq-TojiMMepas3a HauMHaeT J10cTpa-
uBath kKomiieMeHnTapuyto uens JJHK. Ecniu nx cnenuduynocts Heno-
CTaTOYHA, TO BBICOKA BEPOATHOCTh, YTO B MPOOHPKE C PEaKIMOHHOM
CMECBhIO0 OYyIyT MPOUCXOIUTH MPOLECCH HECTIELU(HUIECKOIO CBSA3bIBA-
HHS, a TaKoke CHHTE3a (PParMeHTOB PA3NIMYHON JUTMHHBI, OTIIMYHBIX OT
HCKOMBIX.
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e He momkuBI 00pa3oBBIBaTh AWMEPHl W TETIH, TO €CTh HE
JOJDKHBI 00pa30BBIBATHCS YCTOWYHBBIE IBOMHBIC IIETIH B PE3yJIbTaTe
OTXKHUTa (KOMIUIEMEHTApHOTO TIPUCOETNHEHMSI) TpaiiMepoB caMUX Ha
ceOst WK IPYT C APYTOM.

e O05acTh OTKHTa MPadMEPOB JIOJDKHA HAXOIUTHCS BHE 30H MY-
Talui, IeICUi I UHCEPIUM B Mpeenax BUAOBON WU MHOM cIie-
IM(UIHOCTH, B3ATOW B Ka4eCTBE KPUTEPHS IPU BEIOOpE MpaitMepoB.
[Ipu momagaHny Ha TaKylO 30HY, OT)KUT MPaiiMepPOB HE MPOUCXOIUT
U, KaK CIIEJICTBHE, BO3HUKAET JJOKHOOTPHUIATEIbHBIN PEe3ybTaT.

npaiMepsl
5 - ’
3
\ S, // < T e=srewes 5/
D T
37| 7
\ / 5
\ V
100-2000 m.H.
Hemu ITHK

Puc. 2. Pacnonooicenue npaiimepog na JJ[HK-wampuye

Tag-nonumepasza — tTepMocTabUIBHEI (EPMEHT, 00eCIIeunBaro-
i toctpanBanue 3'-koHma Bropoii nenu JJHK cormacHo npuHnmmy
KoMIuieMeHTapHocTd. B Hacrosimiee Bpemsa B 1P B mopasistoiem
OoNBIIMHCTBE ciayvaeB ucnonbdyoT JHK-momumepasy tepmoduib-
HOM Oakrtepun Thermus aquaticus (Tag-monmmepasa), BbIICICHHYIO
n oxapakrepuzoBanHyio B 1980 . coBerckumu yu€neimu A. C. Kae-
muaeM, A. I'. Cirocapenko u C. U. I'opogenkim w3 BHUU renetnkn.
Baxuelimmmu cBolictBamu Tag-moimMepasbl, MO3BOJISIOLMMH HC-
nonik3oBath ee B [1LP, sBastoTcs: 1) TeMmeparypHbIid ONTHMYM pe-
aKIWHW, HampaBiseMod [ag-moJuMepazoi, KOTOPBIH HaXOIUTCA
B paiione +70—72 °C; 2) Ba)xHOe CBOWCTBO TO, YTO JIaHHAs TIOJIHAME-
pas3a He MHaKTUBUPYETCsI MOcie JITMTEIbHON nHKyOamu npu +95°C.

Ucnone3ys Tag-nonumepasy, yJajloch pelIUTh cpa3y JBE IPO-
OIIeMbI:

Bo-niepBrIX, TepMOcTaOHIIbHAS TOJMMEPa3a He HHAKTUBUPYETCS Ha
atare AeHatyparuu JJHK, mosromMmy HeT HEOOXOMUMOCTH ITOCIIE KaXKII0-
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TO IUKJIA PEeaKuy JOOaBIATH HOBYIO MOPIHIO epMeHTa. ITO YIIpo-
LIEHHE IPOLEAYPHI T03BOIMIIO aBTOMATU3UpoBaTh nposeneHue [11IP.

Bo-BTOpBIX, BBICOKMI TEMIIEpaTypHBIH ONTHMYM pEaKkIMH, Kara-
T3UpyeMoi Tag-monumepasol, MO3BOJSIET MOAOUPATh JKECTKUE TEM-
mepaTypHble yCIOBHA OTXXHTA, OOECIICUMBAIONINE THOPHUIM3AIIIO
MpaiiMEPOB TOJNBKO B 33JaHHOM pailOHE U3y4yaeMOro I'€HOMa, 4To Cy-
LIECTBEHHO IMOBBIIACT CHEUU(PUIHOCTh U UyBCTBUTEILHOCTH METOA.

Opnako y Tag mommMepasbl eCTb U CBOW HEIOCTATKH, HAIpH-
Mep, CPaBHUTENBHO HHU3Kas TOYHOCTh, & TAKXKE CIIOCOOHOCTH 100aB-
TsTh aneHo3naMonodocdars k 3'-koniy JJTHK.

Cmeco oezoxcunykneomuompugocghamoe (1HT®D) — ne3zoxcu-
aneHosuH-Tpudochara (gATD), gesokcuryanozuHTprdochara
(aI'T®), mezokcunmrozun-Tpudochara (L[TDP) u nmezoxcuTumu-
muaTpudochara (TTD) — «cTpoUTENBHBIN MaTepHa», UCTIONb3Yye-
Mbii Taq-nomuMmepa3zoit ast cuntesa Bropoit uenu JJHK.

Byghep — cMech KaTHOHOB M aHHOHOB B OINPECICHHON KOHLICH-
Tpauuy, oOeCleUMBAIONICH ONTUMAalbHBIE YCIOBUS JUIS pEaKIvH,
a Takxe ctadwibHOe 3HaueHue pH.

Ananuzupyemsiii o6pazey — TOATOTOBICHHBIM K BHECEHHUIO
B PEaKIMOHHYIO CMeCh IpernapaT, KOTOPBI MOXET CoAepKaTh Hc-
komyto JIHK, cayxamryro MumeHbro I MOCIEAYIOIIEr0 MHOTO-
kpatHoro kormpoBanus. [lpu orcyrcteum JJHK-mMumenn crienndu-
YecKHid IPOYKT aMIUTH(UKaIu He oOpa3yeTcs.

P Bxit0oYaeT TpU UUKJIMYECKHA MOBTOPSIOIIMECS CTaAUU pea-
LIMH, TPOTEKAOIIHE P Pa3INYHbIX TeMiepaTtypax (puc. 3):

1) cramuro nenarypanuu ueneit JJHK — pacruierenue aBoitHoi
CIIUPAJIN M PACXOXKICHUE MOIMHYKICOTUIHBIX 1ieneit (94-95 °C);

2) craguio omkura mpaiimepoB (50-60 °C) — rubpuan3aIuio
npaiiMepos 1 onHouenoueynoit JJHK-mumeny;

3) craguro snonranuu nenu JJTHK (72-75 °C).
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Puc.3. Cmaouu I1L]P

B xone omnoro mukina I[P konmuectBo (parmeHTa, orpaHu-
YEHHOT'O MECTaMHM OT)KWTa MpaiMepoB, YBEIMYMBAETCS B JBa pasa.
3a N OUKIOB peakiuy KOJIMYECTBO aMILTH(PHUIUPYyeMOoro (pparMeHTa
yBemmuuBaetcs B 2N pa3 (puc. 4). [Iporexanue [1LP, To ectb nepe-
XOJl OT CTaJIUU K CTaJuM M OT LUKJIA K LUKy, PETYyJINpYyEeTCs U3Me-
HEHUEM TeMIlepatypsl. s momydeHus JOCTATOYHOTO KOJIMYECTBA
koruii uckomoro ¢parmenra JIHK ammmmdukaius BkiItoyaeT He-

ckoibKo (20—40) IUKIIOB.
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== HHTepecymui

dparmenTr T3
= <2 LIHKIT

Puc. 4. Obwasn cxema ITI[P

Iomumo ammmudukarpm JIHK, TP mo3Bomser mpou3BOAUTH
MHOXECTBO JIPYTUX MAaHUIYJSALIUA C HYKJICHHOBBIMH KHCIOTaMH
(BBenmenune myrauuii, cpamusanue ¢pparmenroB JHK) u mmpoko wc-
MOJIBb3yeTCs] B OMOJIOTMYECKOH M MEIUIIMHCKOHN MpaKTHKe, HapHMep,
JUISl JTMArHOCTHKK 3a00JieBaHUK (HACIIE/ICTBEHHBIX, WH(EKIIMOHHBIX),
YCTaHOBJIEHUS] OTIIOBCTBA, KJIOHHWPOBAHUSI T'€HOB, BBLIEIECHHS HOBBIX
T'€HOB.

CymectByer psaa momuduxauuii [1L[P. Haubonee pacnpoctpa-
HEHHBIMH B KIMHHKO-TUArHOCTHYECKHX JIAOOpaTOpHUIX MoaHu(pUKa-
musivu TP sBisroTes:

I[P ¢ «eopauum» cmapmom (hot-start PCR) — moxudukarusi,
CyTh KOTOPOH COCTOWT B IPENOTBPAIICHWH BO3MOXXHOCTH Hadasa
peakiuy 1O MOMEHTA JOCTHXKEHHUS B IPOOUPKE YCIIOBUH, 00ecHeun-
BaIOLIMX CHEM(DUIECKUN OTKUT IPaliMePOB.

s aToro nmonuMepasHasi aKTUBHOCTb (pepMEeHTa B MOMEHT I10-
cranoBku [IL[P Onmokupyercss aHTUTEIaMU WJTH UMUATHPYIOIIUMHA aH-
tutena HeOopmMu Moniekynamu (tuna Affibody) no Hactynenus
nepBoit nenatypauuu (mposoautcs npu 95 °C B reuenue 10 MuH).

Kpome Toro, anms mpenoTBpaiieHus NpeXIeBPEeMEHHOTO B3au-
MoJIeiicTBUS )epMeHTa C KOMIIOHEHTAMH PEaKIIMOHHOW CMECH U, KaK
CIIeZICTBUE, 00pa30BaHUs HECTICHU(PHUECKUX MPOAYKTOB PEAKIIMU O
MOMEHTa IIOJIHOTO MPOrpeBa, UCIOJb3YETCs JISTKOIUIABKUHN napaduH
WM CHENMaIbHbIE Macia, OTACIAIOUINE MOJUMEpPa3y OT PEaKIMOH-
HOH CMecH.
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Takum o6pazom, [P ¢ «ropsamm» CTapTOM MO3BOJIIET MUHH-
MHU3UPOBATh BEPOSITHOCTH 00pa30BaHMsI HECHEUU(PUIECKUX MPOIYK-
ToB [I[IP M BO3MOXKHOCTH MOJYyYEHHUS JOKHOMOJOXKUTEIBHBIX pe-
3yJbTAaTOB aHAJM3A.

IITIP c oopamnoi mpanckpunuuei (OT-IIL[P, RT-PCR) — wnc-
TIOJTB3YETCS ISl aMITTU(UKAIIIH, BBIACTICHUS WU HICHTH(QUKAIIH
u3BecTHOM mocnenosarensHocTd PHK. Ha mepBom stame ¢ momo-
1IbI0 peBepTasbl (00paTHON TPaHCKPUITA3bl), HCIOJB3YS B KaUeCTBE
matpuitel MPHK, mpoBomsT cuHTE3 OIHOILIETIOYEHHON MOJIEKYIIBI
JHK (xIHK), xoTopas ncnons3yercs mis nocnenyrorieid [TLIP.

Bosmoxknocte ucnons3oBanus PHK B kauecTtBe mumieHu st
[IIIP cyuiecTBEHHO pacIIMpSET CIEKTP NPUMEHEHHs 3TOr0 METO[a,
HaInpuMep, TeHOMbI MHOTHX BHPYcOB (rematut C, BUPYCHI TpUIIIA,
BUY u ap.) npencrasnenst umenHo PHK.

IITIP ¢ ananuzom pesynsmamos «no koneunou mouxe» (End-
point PCR) — sto moaudukanus metona I[P, koropas mo3Bossier
YUHATHIBATh PE3YNBTATHI PEAKIUU M0 HATHMYWIO (PIyOpEeCcUeHITNH T10-
cie amruTnUKaIui, He OTKphIBas MpoOupku. TakuM oOpaszom, pe-
IaeTcs oJlHa U3 OCHOBHBIX Hpobiem TP — npoGiema koHTaMuHa-
Y aMITUKOHAMM.

OmuuM w3 Takux BapwaHToB sBisiercs wmeton «FLASH»
(FLuorescent Amplification-based Specific Hybridization — cmeru-
¢myeckas tuOpuam3anuu B mporecce ammumpukanuu ¢ JHK-
30HJaMH, MEYEHHBIMH (Tyopodopamu).

30H1bI JOOABISIIOT B PEAKIIMOHHYIO CMECh Hapsily ¢ mpaiMepa-
MH U OCTaJIbHBIMU KOMIIOHEHTaMH peakiud. [IoCKOIbKY B CTPYKTY-
pe 3oH1a (ayopodop u TacuTenh HAXOIATCS B HEMOCPEACTBEHHOM
OMM30CTH ApPYT OT JApyra, TO Iepes HadaloM peakuuu (ryopecleH-
LU OTCYTCTBYET.

Bo Bpemst peakiuu 30Ha61 THOpuAM3ytoTcs ¢ JJHK-muiensto.
Ha craguu snonramun Taq-noimMepasa paspymiaet 30H] Onarogaps
5'-3K30HYyKJI€a3HOW aKTHUBHOCTH, M (ryopodop oka3bIBaeTCs CBO-
601HBIM OT TacuTensd. TakuMm o0pa3oM, KOJWYECTBO pa3pyIICHHBIX
30HJIOB U, COOTBETCTBEHHO, YPOBEHb (PIIyOPECICHIINH OKa3bIBAIOTCS
MIPOTTOPITUOHATBHBIMHU KOJMYECTBY 00pPa30BaBIINXCS AMIUTMKOHOB.

IIIIP ¢ peacume «peanvrnozo epemenuyn (Real-Time PCR, IT1]P-
PB) — ucnionp3yercs IUisi OMHOBPEMEHHOW aMITTU(QUKAIIMA U U3Me-
penust konmdectBa uckomoi Mmonekynbl JIHK. IlpeumyiectBom
JAaHHOTO TOAXO0JA SIBJISAETCS BO3MOXKHOCTh COBMEIIEHUS JETEKIUU
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1 KOJIMYECTBEHHOI'0 ONpeAEIeHus crenuduyeckoil mociaenoBaTenb-
voctu JJHK B oOpa3siie B peaqbHOM BPEMEHH ITOCIIE KaKIOTO ITUKJIA
aMIUTH(HUKALINAY.

st 3TOro MCMoNb3yT (QIyopeceHTHbIE KpacuTelu, HHTepKa-
nupytompe B ABynenodewynbie Monekynsl JJHK wmm momandummpo-
BaHHbBIC JE30KCHHYKJICOTHIbI, KOTOphIe (PIyopecuupyroT HOCIEe T'u-
Opuanzanuu ¢ KoMIuieMeHTapHeiMu yuactkamu JJHK.

UYacro I1LIP B peanibHoM BpemeHn KoMOMHHPYOT ¢ OT-ITLP mms
u3MepeHust Manbix kKonndectB MPHK, uTo mo3BosisieT momy4ars KO-
JIMYECTBEHHYI0 HWH(OpMaIHMi0 o cojepxaHuu uckomoli MPHK
B KJIETKE U CyJIUTh 00 YpOBHE SKCIPECCHU I'eHa B OTJCIBbHON KIIETKE
WY TKAaHU.

OrnnuntensHbiMu uepTamu T1LIP-PB sBndroTcs He TonbKo BO3-
MOXKHOCTh KosmuecTBeHHoro ompezencHus JIHK/PHK B uccienye-
MOM MaTtepuane, HO U OTCYTCTBHE CTaJuH 3JIEKTpodopesa, YTo Mo3-
BOJISIET MUHUMHU3HPOBATh PUCK KOHTaMuHauuu npoxykramu [P
U TakUM 00pa3oM Pe3KO YMEHBIIUTh YUCIO JIOKHOMOJIOKHUTEIbHBIX
pE3yIBTaTOB.

Mynemunnexkcnasa (myarsmunpaiimepnasn) IIIIP — 310 ogHO-
BpeMEHHasi aMIUTUQUKALUs JBYX W 0Oojiee IOCIeI0BaTEIbHOCTEH
JHK B omHoli mpobupke. [IpenMymiecTBOM JIaHHOTO METOJ1a 3aKIIIO-
yaeTcsd B BO3MOYKHOCTH BBISIBICHHS psAAa MaTOr€HOB, T€HETHYECKUX
MOJU(UKANNN OPraHU3MOB HIIM T€HOTHUITHPOBAHHS MHOKECTBEHHBIX
ajuiesiedl M T. J1., IOMECTHB ITPOOY B OJIHY MTPOOUPKY.

T'emepodynnexcnwlii ananu3 103BOSET UICHTU(HULUPOBATH MY-
Tallly, HaXOASAIIMECS B FE€TEPO3UTOTHOM COCTOSIHUM. [IpuHImI 3Toro
MeTo/Ia 3aKJIF0YaeTCsl B TOM, YTO TPH aMIUTU(QUKAIUK OTHOCHUTEIILHO
HEOOJIBITNX ()PArMEHTOB TEHOB TeTEPO3UTOT MYTAIIUSI MOXKET OBITh JIO-
KaJM30BaHa JIMIIb B OIHON M3 TOMOJIOTMYHBIX HUTEH MatpuaHoi JJHK.
[losTomMy B amMmmuKarMOHHON CMECH, Hapsmy C IBYMS THIIAMH TO-
MOJYIUIEKCOB, OOpa3yroTCs TeTepOYIUIEKCHl MEXAy HOPMaIbHBIM
n MyTanTHeIM yudacTkoM Ineneil JIHK. Hammume B aByxuenoueunom
¢parmente THK HecnapeHHBIX OCHOBaHMI M3MEHSET KOH(OPMALHUIO
TaKOTO TETEPOAYIIEKCa, YTO MPOSIBISIETCS B U3MEHEHNH AIIEKTpodope-
TUYECKOW  TOABIXKHOCTM  (pparMeHTa TIpH  TPOBEACHHU  Tellb-
anekTpodopesa, U MO3BOJSET HACHTU(PUIMPOBATH MYyTAHTHBIA KOMIIO-
HeHT (puc. 5).
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Puc. 5. Cxema nposedenus cemepodyniekcnoco ananusza

Kpowme Toro, Bo3MoxHbI 1 Apyrue BapuanTsl [P, momyuusime
HanOoJbIIee PACIPOCTPAHECHUE B HAYYHO-UCCIIEA0BATENbCKUX J1a00-
paropusix.

Ananuz nonumopguzma O1unbvl PECMPUKUUOHHBIX (hpazmenmos
(IIP®-ananus) (Restriction Fragment Length Polymorphism — RFLP
analysis). ITJ[P®-aHanu3 sSBISETCS OJJHAM W3 CaMbIX TIEPBBIX METOJIOB
TeHOTUNHPOBaHMS. PecTpukTassl, M peCTPUKIIMOHHbBIE YHIOHYKJIE-
a3el, — (pepMeHThI, 00NanaroNIe HIOHYKICa3HOH aKTHBHOCTHIO —
Y3HAIOT CHEHU(PHUUYECKYIO IOCIEeI0BATEIBHOCTh (CAUT PECTPUKIIIN)
B nByxmeHo4deuHo wmoinekyine JHK wu ocymecTBistor ruaponn3
dochommddupubix cesizelt B obemx mnensix JHK, kak mpasuio,
B IIpeziefiax caiTa pecTpuKUMu (pexe — psaoM ¢ HuM). nuHa pac-
[T03HaBaEMOI'0 ydacTKa BapeUpyeT oT 4 1o 12 Hykneornnos. bois-
IIMHCTBO MYTAallWi, M3MEHSIONINX MOCIEI0BATEIbHOCTh HYKJIEOTH-
JIOB CaiiTa PeCTPUKIINH, OyIeT MPENATCTBOBATh €r0 PAaCIO3HABAHHIO
PECTPHKTA30M, 4TO OTpasuTcs Ha KapTuHe 3jiekrpodopesa. [lpu ot-
CYTCTBUU CaiiTa y3HaBaHHA B uccienyemoit oomactu JJHK pasmeps
aMILTH(QHUIIMPOBAHHOTO ()parMeHTa He M3MEHSTCS Iocjie ero oopa-
OOTKH COOTBETCTBYIOILIEH SHIIOHYKJICA30M, TOrJa Kak HpU IOJHOM
COOTBETCTBUHU MOIMMOP(HON 00JaCTH CalTy PECTPUKLIUH 00pa3yIoT-
cs ABa (pparMeHTa MEHBILIEH JUIMHBI. Y T€TepO3UTOT OyayT MPUCYT-
CTBOBaTh 3 (parMeHTa, OIUH U3 KOTOPBIX MO AJMHE OyIEeT COOTBET-
CTBOBATh pa3Mepy aMIUIMKOHA JIO PECTPUKILHNH, IUTIOC 2 MaJeHbKUX
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(parmMeHTa ¢ TOH Xe cymmapHOW mnmHOW. Takum oOpasom, Tpem
BO3MOXHBIM BapHaHTaM T'€HOTHIA OyIyT COOTBETCTBOBATH TPU pas-
JINYHBIX BapHaHTa 3EKTPOodoperpamm.

Puc. 6. Dnexmpogpopeepamma pezyromamos IIL[P-II/[PD anaruza
noaumopgpuzma C677T cena MTHFR. Jopoorcku: 1 — JIHK-mapkep
(axeumonsapuasn cmecv 20 n. n. JJHK-mapxep Monexyispro2o éeca u n.H.
JIHK-mapxep monexyaapho2o geca); 2 — npooykm amniuguxayuu
u pecmpuxyuu JJHK unousuoyyma c eenomunom CC; 3 — npodyxm
amnaugpuxayuu u pecmpuxyuu JJTHK unoueudyyma c eenomunomTC;

4 — npooyxm amnauguxayuu u pecmpuxyuu JJHK
unousuoyyma c cenomunom 1T

st onpeienieHus pa3MepoB MPOYKTOB aMIUTM(DUKAIINH, TITHHBI
PECTPUKIIMOHHBIX ()PArMEeHTOB IIPOBOIAT JIEKTPOdhopes.

5.2. Qnextpodopes JHK
®parmentsl [JHK pa3zHoro pazMepa, moiaydeHHbIE TPU TOMOIIH
Habopa (EepMEHTOB PECTPUKTAa3, MOXKHO JIETKO Pa3leluTh C TIOMO-

b0 MeTona JekTpodopesa B arapo3Hom reqe. JHK, o6pabo-
TaHHYIO OI[HOf/‘I HJIN HECKOJIBKUMH PECTPUKTa3zaMH, BHOCAT B JIYHKH
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3aCTBIBIIETO arapo3HOro relis, KOTOPBIN IMOMELIAETCsl B KaMepy Ui
anekTpodopesa. B kamepe cozmaercs aneKTpUIecKoe moJe, moj Aei-
ctBueM Kotoporo ¢parmentsl JJHK nepememarorcs B IOpUCTOM re-
me. JJHK wmmeer orpumarenbHbIft 3apsm Omaromaps dochaTHBIM
octatkaM HykJjeotunoB. Iloatomy, ecnu nomectutrs JJHK B smek-
TpHUYECKOe I0JIe, TO OHa OyAeT ABUraThcs OT MUHYyca K umocy. Cko-
pocth npoasmwkenus pparmento JJHK B rene 3aBucHT OT HX IH-
Hbl. KopoTkue ¢parMeHTsl ABMKYTCSl ObICTpee, YeM JUIMHHBIE. DTO
no3BosisieT nenoukaM /IHK pasHoii 1iIMHBI OTIENUTECS APYT OT APY-
ra. [Ipu atom ¢parmentsr JJHK HE mOBpexgatoTCs U UX MOKHO BBI-
JEeNUTh U3 Tefsl 0e3 BCSKUX MOBPEXKACHUHM U MPOBECTH Janee HeoO-
XOAMMbIE MAaHUITYJISILNH.

Hns msyanuzanuu gparmentoB [IHK rens mocne snexrpodo-
pe3a OKpaIMBAIOT CIIEUATBHBIM KpPacUTeJIeM STHIUYM OpOMHUIOM,
koTopslii cBs3biBaerca ¢ JAHK, u momemator noxy YP-ceer. Ha rene
OyZAyT XOpOILO BUIHBI OKpPAIICHHBIE B KPACHBIN IIBET, PACIIOJIOKEH-
HBIC Ha PA3IUYHOM PACCTOSHUU IPYT OT APYra CBETsIecs Gpakuuu
JHK. Kaxnas takas (paxiusi COOTBETCTBYET OJHOMY (pparMeHry
JHK. Jqnmuny nccnemxyembix [P ¢parMeHTOB ycTaHABIUBAIOT ITY-
TEM cpaBHEHHUS ¢ HAOOPOM KOMMEPYECKH JIOCTYMHBIX (pparMeHToB
JHK, conepxkamux nunelinbie pparmedTsl JJHK w3BecTHON AIHMHBL
(JHK-mapkepsr).

Takum 00pa3oM, 3yeKTpodope3 B arapo3HOM reiie MO3BOJISET
pa3iejMTh, a 3aTeM JIerKO M3BJe4Yb JIIOObIe PECTPUKIHOHHbIE
¢parmenTsl JITHK B unctom Buze, A MOCIEIYIOIIETO MCIIONb30Ba-
Hus. DaeKkTpodope3 B arapo3HOM reJie HCIOJIB3YIOT JUIsl BU3yallb-
Hou perekium TTLP.

B HacTodmee Bpems HCHONB3YIOT arapo3HbId M IMOJMAKpHIIa-
muanbiid rens (ITAAT). Bapbupyst KoHLIEHTpauuio, MOKHO IOJTy4YaThb
rejid ¢ O4YeHb IIMPOKHMM JAMANa3oHOM pasmepoB mnop. Kpome Ttoro,
MO>KHO M3MEHSITH JJIEKTPHUYECKHE 3apsAIsl MAaKPOMOJIEKYJ IIyTEM Ba-
puanuu pH Oydepa, a ux xoHbUTyparmo MyTeM BBeleHUs B Oydep
JIEHATYPUPYIONINX areHTOB WU JeTepreHToB. Bee 310 mpumaer me-
TOZy 3JIeKTpodope3a UCKITIOYUTENbHYIO THOKOCTb.

Arapo3Hblii rejib. Araposa — 310 0c000 4ncTast ppakuus npu-
pPOIHOrO JIMHEHHOro Mojucaxapuja arapa, KOTOPBIH MOJIy4aroT W3
MOpPCKHUX KpacHBIX Bomopocieii (Gracilaria, Gelidium, Ahnfeltia).

ITpu Temneparypax 84-96 °C (a y crenuaibHBIX TUIIOB — YK€
npu 70 °C) pacTBop arapo3bl MEPEeXOAUT B MPO3PAYHYIO KHUIKOCTD —
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«naButcsi». [pu Goee Hu3KkHMX Temmepatypax (36-42 °C) pactso-
PBI araposbl 3aTBEPIEBAIOT, 00pa3ys reib. Y JIEIKOIUIABKUX THIIOB
arapo3sl 3Ta Temmneparypa camkaercs 10 30 °C. Takast 0COGEHHOCTh
o0Jerdyaer MaHMITYJIAIWN C PACIUIABICHHON arapo3oi — MOXKHO He
omacartbcsl MPEXIEBPEMEHHOTO €€ 3acThIBaHUS B reib. bojee Toro,
PACIUIABJICHHYIO arapo3y MpeaBapuTeibHO oxiaxaarot 10 50-55 °C
1 YK€ TIPU TON TeMIepaType 3ajJuBaroT B (POPMBI; 3TO YAOOHO U HE
CBSI3aHO C BO3HMKHOBEHHEM 3HAYMTENBHBIX TEIUIOBBIX AeopMaluii.

Arapo3Hble Tely UMEIOT MOPBl OOJBIIOro pa3Mepa U HCIIOIb3Y-
IOTCSl IPEUMYILECTBEHHO ISl pa3zefieHusl OONBIINX MOJIEKYJT C MO-
NeKyJsIpHOH Maccol Oomnbieit, yem 200 x/la.

Paznmenenne B arapo3HbBIX TesIX NPOUCXOOUT OBICTPO, HO
C OTpaHMYCHHBIM pa3pelIeHUEeM, TaK KakK IOJIOCHI, 00pa3yromuecs
B arapo3HbIX TeJSX, WMEIOT TEHISHIMIO pa3MbIBaThCs/muddyH-
JMPOBATh U PACIPOCTPAHATHCS B CTOPOHBI. JTO SIBISIETCS Pe3yJibTa-
TOM OOJIBLIOTO pa3Mepa Mop U He MOKET OBITh MPEJOTBPAIICHO.

Br10op KOHLEHTpaLuu araposbl, TO €CTh MOPUCTOCTU €€ Tels,
JMKTyeTCsl pasMepamMu (QpakMOHUPYEMBIX MakpomolieKyn. CpeaHuit
pasmep nop 2 %-ro rens arapo3bl MPHOJIM3UTEILHO COOTBETCTBYET
IaMeTpy CQEepHuecKd YIAKOBAaHHOW MOJIEKYJBl Ouoromumepa
c maccoit 50 miH nanpToH. 'enu ¢ GoJjee BBICOKHM COAEpKaHUEM
araposbl MCHOJNB3YIOT Ui renb-puibrpaunu. llpu snextpodopese
MOPBI TS JAOJDKHBI OBITh JIETKO MPOHHUIIAEMBI JUIST MOJIEKYJ OHOIO-
JMMEPOB, YTOOBI JIMIIb TOPMO3UTh UX MUTPALMIO B JIEKTPUUECKOM
0JI€ 3@ CUET TPEHMS, OITOMY IS AJIeKTpodope3a NPUMEHSIOT ara-
po3Hble renu ¢ kKoHteHTpanuen 0,4—2 %. Huke npencrarieHbl npu-
MepHbIE KOHIEHTpALUH Tejeld arapossl (B %) ans pasnenenus JTHK
pa3nuuHbIX pazmepos (Tadi. 1).

Tabauya 1

Pexomendyemasn xonyenmpayus aeaposnozo 2ens 0Jis paz0eneHus.
nunetnvix moaexyn JJHK

Konnenrpanust arapossl, % Jmuna ¢pparmenros JHK, m. H.
0,75 10000-15000
1,00 500-10000
1,25 300-5000
1,50 200-4000
2,00 100-2500
2,50 50-1000
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Bydepsl. [Jlns snextpodopeza OOBIYHO TPHUMEHSIOT TpHC-
auerar (TAE), tpuc-6opar (TBE), tpuc-pocdar (TPE) B xoHIeH-
tparuu 50 MM pH 7,5-8,5. 3amacHble pacTBOpPHI TOTOBSAT B BHUIC
KOHIIEHTPUPOBAHHBIX PACTBOPOB M XPAaHAT IPU KOMHATHOM Temile-
patype. bydep cozmaer u crabummsupyer pH Hocurens u, TeM ca-
MBIM, BJIMSET HA CKOPOCTH IEPEABHKCHMS PA3[EJIAEMbIX BELIECTB.
B Oydepax ¢ BBICOKOI MOHHOW CHJIOW CKOPOCTH ABMXKEHHUSI 00Opasua
yMEHbBILAETCA, a MIPYU HU3KOM MOHHOM cuie yBenuunBaeTcsa. OObIYHO
OPUMEHSIIOT OyQepHble CHUCTEMBl C HMOHHOW CHIJION B JIuamna3oHe
0,05-0,1M.

Cxkopocts nemxenns JJHK 3aBucut ot psga ¢hakTopoB: KOHIIEH-
TpalMy araposbl; CHJIbI TOKA; HOHHOH cuibl Oydepa; HanpsHKEHHOCTH
aJeKTpUIecKoro mos (pucyHok 1). Pabouee 3HaueHHE HANPSHKESHUS
1 TOKa BBIOMPAIOT TaK, YTOOBI HAMPSKEHHOCTD AIIEKTPUIECKOTO MOJIS
B reinie He npebimana SB/cM. [Ipu 3ToM MPOUCXOAUT MaKCUMaIbHOE
pasnenenue GparmenToB (ontuManbHo 0,5-2 B/cwm).

HpaKanecmle 3aJaHUA U YKa3aHUA 10 UX BBINMOJHCHUIO

3aoanue 1. 3a60p OMOJIOTHYECKOT0 MaTepHaIa U3 OYKKaJIb-
HOT'0 YIUTEeTUs

Llenv pabomsi: IPUOOPECTH HABHIKM OTOOpa OWMOJIIOTHYECKOTO
MaTepuaia Jis nocueayomiero seiaenenus JJHK.

Obopyoosanue, npubopvt u mamepuanvi. (HU3NOIOTUUCCKHIMA
pacTBOp, TUCTUIUIMPOBAaHHAs BOJIA, CTCPHIIbHBIN 30HT (Tyrdep).

IIpogedenue pabomol:

B kauecTtBe mpoO OMOIOrMYECKOT0 MaTepHaa HCHONb3YIOT OyK-
KaJIbHBIA BMUTENNH, 3a00p KOTOPOTO OCYIIECTBISETCS C MOMOLIBIO
CHECIHABHBIX OJJHOPA30BBIX CTEPUIBHBIX 30HNIOB MYTEM COCKOOa
KIIETOK C BHYTpeHHEH cTOpoHbI mieku. [lepea 3a00poM TpOHU3BOAMT-
csl THIATEeNIbHOE MOJIOCKaHUE TIOJIOCTH PTa BOJOW MU (hU3HOIIOTHYE-
CKHM PacTBOPOM.

CO0p OYyKKaJIBHOTO SMUTENUS: MOCIE TUTHEHbI TOJIOTH PTa YH-
CTBIMH PyKaMH B35Th CTEPHIBHBINA 30HI (Tyndep) U nepxka ero 3a
TUTACTUKOBBIA CTEP)KEHb, C JIETKUM Ha)KMMOM, COBEpIlas 00paTHO-
MOCTYyTaTeIbHbIE ABWKEHUS, OTEPETh C BHYTPEHHEH CTOPOHBI IIed-
HBIX [TOBEPXHOCTEH B TeueHHE 2—3 MuH (M30erast KOHTAaKTa ¢ 3y0amu
W MEAJICHHO TMOBOpauuBas Uit cOopa kimetok) (puc. 7). Kietku
C BHYTPEHHEH CTOPOHBI ILIEKH BMECTE CO CIIOHOM MPOHUKAIOT B I10-
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PbI BaThIL. 3anpemaeTCﬂ IpuKacaTbCd K BATHOMY TaMIIOHY HJIM Ka-
CaThbCs UM APYTIUX NpeaAMETOB.

Puc. 7. Ilpasuna 3a60pa 6ykkanpno2o snumenus

JHK u3 coOpaHHBIX KJIETOK JOJDKHA OBITH BBIJEIICHA B TEUCHHE
24 qacos.

ITpu HeoOxomumocTu TpaHcnoptupoBku B IILIP-maboparoputo
oToOpaHHBI MaTepuan XpaHsT npu Temmeparype 2—4 °C He Oonee
48 4. TpancnopTHpOBKa 00pa3IOB OCYIIECTBISIETCS B TEPMOKOHTEH-
Hepax ¢ xomomoBbiMu dneMeHTamu. [Ipm —20 °C obpaszenr MoxeT
XPaHUThCS B TEUCHHE HECKOJBKHUX Mecslen, a npu —/0 °C Heorpa-
HU4YEHHO nonro. HenpaBuibHblid 3a00p 00pa3loB, HEKaYECTBEHHOE
XpaHEHUE U JIOCTABKAa MOXKET MPHUBECTH KaK K JIOKHOIIOJIOKUTEIb-
HBIM, TaK W JIOXKHOOTPHIIATEIbHBIM Pe3yJIbTaTaM, HECMOTpsI Ha Oe3-
YIPEUHO NPOBENCHHYIO MPOLELYPY aHaIH3a.

3aoanue 2. Boinenenne JHK nepx;iopaTHbIM MeTOA0M

Llenv pabomwl: 03HAKOMUTHECS ¢ Meromamu Beiaenenus JJHK
KIIETOK 4elioBeKka, BeienuTh obpasen JJHK u3 xierok OykkaibsHOTO
STIUTEIHSI.

Obopyoosanue, npubopsl u mMamepuavl. BOPTEKC, HeHTpudyra
MiniSpin, n03aTopbl, MOJTUMEPHbIE HAKOHEUYHUKH, NPOOUPKU (THIA
smmengopd) Ha 1,5 mur., acnuparop ¢ konboit soBymkoi FTA-1,
MePYaTKH, XaJIaT, KIETKH OYKKAIBHOTO DITHTEIHSI.

Pacmeopwi: 1xSTE oydep, 10 % p-p SDS, mporennaza K,
5M NaClQ,, xnopodopm, 96 % u 70 % sranon, 6ydep ans JHK.

Ilposedenue pabomoi:

B ocHOBe MeTOma JEXHT JM3UC KIETOK OYKKAIBHOTO SIHUTENTHS
noxerpcynbdparom Hatpus (JICH) u nerpanmarust OelkoB mpoTeHHA-
3011 K. Knerounslii nmu3at o0pabaThBalOT CMECHIO MEpXJIopaTa HaTpus,
xyopoopma, m3oammioBoro crmpra. [Ipemumuranuro JIHK mpoBomst
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JTAHOJIOM, a 3aTeM PacTBOPsIOT B Oydepe msa xpanenus. JJHK, Boige-
JIeHHAs TAaHHBIM METOJIOM, IPHTOIHA JUTS [UTUTEIFHOTO XPaHEHHSL.

Memoouxa:

1. Cpes3aTh AMCTANBHBIN KOHEIl BATHOTO Tymdepa B MUKpPOICH-
TpudyXHY0 TpoOoHUpKy (THa smreHaopd) oovemom 1,5 mi1.

2. lo6asuts 200 M 1XSTE Oydepa, conepxamniero 100 Mm
NaCl, 10 Mm TPUC-HC1 (pH 8,0), 1 Mm D/ITA (pH 8,0).

3. HobaBute 75 Mxn 10 % pactBopa SDS (momenmincyinngara
Hatpust) 1 11 mxn nporennassl K konunentpanued 20 mr/mi. Xopo-
II0 IIepeMeIaTh Ha BOPTEKCe.

4. TIpoOy moMecTuTh B TepMocTaT Ha HOYb (12—18 1) pu 37 °C.

5. B mpobupky ¢ nmuzarom mobasuth 50 M SM pactBopa mep-
xnopata Hatpus (NaClO4) u 300 Mk cMecu X0podopm: H30aMHUII0-
BBl ciupT (24 yactu xsopodopma:l 4acTh H30aMUIIOBOTO CITUPTA).

6. TmarenbHO NepeMenaTh Ha BOPTEKCE.

7. Hentpudyruposats 10 mun pu 13000 06./MuH.

8. Bepxuworw [IHK-cogepxamyro ¢a3y (cymepHaTaHT) OCTO-
POKHO, HE 3aTparuBas IMPOMEXYTOUHOTO CJIOS, OTOMPAIOT C ITOMO-
LIBIO 103aTOpa U MEPEHOCST B YHCTYIO 1,5 MJI MPOOGHUPKY.

9. IloBTOPHUTH TYHKTHI 5-8.

10. B mnpobupky c¢ JIHK-comepxameii ¢azoii no0aBustoT
500 Mk 96 % sTaHONa, BCTPSXUBAIOT Ha BOPTEKCE M LEHTPUYTH-
pyrot 10 mun nipu 13000 o6opoToB/MUH.

11. Caumator cybnatant (AHK) B uncryto npobupky u nodas-
nsitoT 150 Mia 70 % sTanona.

12. Yepesz 5-10 mun cnupt yaansior u BeicymmBatoT JJTHK mo
MPO3PaYHOTO COCTOSIHUSI.

13. Iocne BoicymmBanusa, JJHK pactBopstor B 30 Mkn Oydepa
s JJHK, comepxamero 0,1-0,2 MM DJITA, 10 MM Tpuc-HCI,
pH=7,5-8,0.

14. TTomemarot nmpobupky ¢ JJHK B Mopo3mipHYI0 Kamepy Ha
xpaHenue. Cnenyer n30eraTb HECKOJNBKHUX IUKIOB 3aMOPaKHBAHUSI-
OTTamBaHUS 00pasIa, MO3TOMY, eciii o0pasell TUTAHUPYETCS HCCIIe-
JIOBaTh HEOJHOKPATHO, €ro HEO0OXOIMMO Ppa3leNuTb Ha aMKBOTHI
B OTACIBHBIX TPOOUPKaX.

3aoanue 3. U3mepenne konnentpanuu JJTHK
Llenv pabompl: HaAyINTHCS W3MEPSATH KOHIICHTPAIIUIO BbIIEICH-
noi JIHK B pactBope.
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Obopyodosanue, npubopvl u mamepuanvl. creKTpodoToMerp
NanoDrop 1000, mTaTiB ¢ HaKOHECYHHKAMH, I03aTOp, TEPUYATKH,
€MKOCTh AJIs1 0TpaboTaHHOTO MaTepuaia, puiabTpoBanbHas Oymara,
pactBop JIHK c HeusBecTHOU koHueHTpanuei B 0ydepe TE, Oydep
1 pazsenenus [JHK.

IIposeodenue pabomoi:

Hnsa onpenenenust konuentpauun JIHK usmepsior ee ontuye-
CKyI0 IUIOTHOCTh B Y®-cBete ¢ mnmmHOW BomHBI 260 HM. Merton
onpenenenus koHuentpauuu JHK B pacTBope ocHOBaH Ha cymie-
crBoBannu y [AHK Makcumyma TOTJIONICHWS MPH JAJMHE BOJHBI
260 aM. OTO 03HAYAET, YTO B PacTBOpaxX HYKJIEHHOBBIX KHCIIOT MaK-
cumaibHas poromerprueckas abcopOiust HabmoaaeTcs npu 260 HM
U TIPSIMO KOPPENUPYET C KOHICHTPALIUEH.

OTHoIlIeHHE TIOTJIONICHUST Tpyu JinHaxX BoH 260 HM u 280 HM
(260 um/280 1) mokaseiBaeT unctoty Tpenaparta JJHK wm PHK. Tlpe-
rapar CYATASTCS YHMCTHIM, €CNM OTHomIeHue 3HadeHui 260 Hm/280 HM
npubmsuTenapHo pasHo 1,8 ms JIHK (1,8 < A260/A280 < 2). B ciyuae
MEHBIIINX 3Ha4YeHWi mokazarens 260HM/280HM mpemapar COIepKUAT
OoMbIIOE KOJIMYECTBO MpHUMecei Oelka, ()eHona WM MHBIX KOHTaMU-
HUPYIOIMX areHTOB, HMMEIONIMX 3HAYUTENIbHOE TMOTJIONICHHE TIPH
280 M.

1. B3aTh no3zaropom 1 Mk 6ydepa s passenenus [JHK u mo-
MECTHUTh Ha JINH3Y criekTpodoromerpa. OJTHUM JABHKEHUEM OITyCTH-
Te BepXHee IIevo (pplyar) ycTpoicTBa Ui yaepKUBaHUs oOpasia.

N

3. Ha xoMmbIoTepe HaXkaTh C TIOMOIIBIO MBIIIKH «Blanky:
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3. B3ate no3zaropom 1 mki pacteopa JJHK u momectuTh Ha uH-
3y B criektpodoromerpa. OIHUM JNBIKEHHE OMYCTHTE BEpXHEe IUie-
40 YCTpOWCTBa Uil yAep:KuBaHHA oOpasua. HaxkaTe ¢ momouipro
MbIIIKH «Measurey:

4. Tlokazanus 3adukcUpoBaTh B xypHale «KypHan ydera mep-
BUYHEIX naHHBIX HUJIJIN .
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3aoanue 4. IlpoBeaeHne MOJUMEPA3HOIl NENMHOW peaKIUH
(ITILIP). Onpenenenne nosmumoppuszma Alu I/D rena ACE

Llenv pabomui: O3HAKOMUTBCA C METOAAMH aMIUTH(UKALUH
yuactka JJHK Ha nmpumepe MHCEpLHOHHO-IEICHUOHHOIO MOJIUMOP-
¢u3ma B 16 nuaTpone rena ACE denoBeka.

Obopyoosanue, npuboper u mamepuanet: I1LP-00xc, ammmmdu-
KaTtop, ueHTpudyra, 103aTopsl, NOIMMEPHbIE HAKOHEYHHUKH, TPOOUp-
ku Ha 0,2 MI1, mepyaTKy, Xanar.

Pacmeopwi: nevonunsoBannas Bopga, 10xIIL[P-0ydep pH=8,6,
pactBop MgCl,, cMech deThIpex Ne30KCHHYKIeO3uaATpudochaToB
(mHT®), npsimMoit u oOpaTHBIiA ipaiiMepsl, Taq-monmuMepasa.

I'en ACE naxogutcs B 17 XpoMOCOME YEIOBEKa U KOAUPYET
AMUHOKHCJIOTHYIO TOCJEI0BaTeIbHOCTh aHTHOTEH3UH-TIPEBpaIlato-
mero ¢epmenra (angiotensin converting enzyme, ACE), kotopsrit
SIBIISIETCSL BaXKHBIM (DH3HOJIOTHYECKUM PETYISTOPOM apTepHalbHOTO
JaBJIeHUS M BOAHO-coieBoro ooMeHa. ACE mpeBpamaer nupkyiu-
pyHOLIMil B KPOBU HEAKTUBHBIA aHTHMOTEH3UH | B aHruoreH3uH II,
00J1aatoIMii MOLIHBIM THIIEPTEH3UBHBIM JEHCTBUEM 32 CUET BIIHSI-
HUS Ha BOJIHO-COJIEBOM OOMEH, CepIeUHO-COCYAUCTYIO U APYTHE CH-
CTEMBI OPTaHU3Ma.

YcranosneHo, uro reH ACE umeer BeinwmuuHy Oosiee 23 ThIC.
HYKJIEOTHIHBIX TIap U COCTOMUT M3 26 3K30HOB U 25 MHTpoHOB. Oka-
3aJ10Ch, YTO B 16-M nHTpoHE reHa ACE, KOTOpBIH HAacUUTHIBAeT 0O-
nee 1800 H. 1., BcTpevaercs nenenus gparmenrta JJHK BemnmumnO#M
287 H. . lHBIMH cliOBaMU, B MOMYJISIAAX YeJIOBEKAa HMEETCs MOJIU-
Mopdusm no reny ACE, KoTopblii 3akmouaercss B Hajawuuu (I —
insertion) wim otcyrctBuu (D — deletion) ¢parmenta anuHON
287 nap HyKJI€OTHAOB B UHTPOHE 16.

®parment JIHK u3 16-ro nHTpoHa, B KOTOPOM JIOKAaJIN30BaHA
nenenus ammumunrposaiy. [pu snexrpodopese B arapo3HoM rese
¢parments! JJHK, B koTopbix He mpousomio aenernuun (1) u ¢ nene-
et (D), nerko oTAensroTes APYT OT APYTa, YTO MO3BOJISET ONpeie-
JINTH TEHOTHUITHI Jitosiel 1o 1ByM ayuiessm | u D rera ACE.

IIpogedenue pabomot:

Paboune cmecu ans [P cnexyeT roTOBUTH HEMOCPEACTBEHHO
nepen amiondukanuei. Bce KOMIOHEHTHI 100aBIATh OTACTBHBIMU
HakoHeuHWKamH. [locie BHECeHHs oOpasma MpOOUPKH C PEaKIMOH-
HBIMH CMECSIMH HEO0O0XOIMMO TILATEIbHO BCTPSIXHYTh Ha BOpPTEKCE
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W HETIPOJIOJDKUTENEHO TIeHTpU(YTrHpoBaTh Ut cOopa Karenb peak-
LUOHHON CMECH Ha THO POOHPKH.

Iepen nauanom padotsl (3a 20-30 MUH 10 IPUTOTOBJICHUS paboyeit
CMECH) TOCTaTh M3 MOPO3WIbHUKA peareHTs! Ay I[P (3a uckmodeHu-
em Taqg-mommMepasbl, KOoTopas HOOaBISICTCS B ITOCICTHIO OYepenb),
Pa3MOpPO3HTh COACPKUMOE IMPOOUPOK NP KOMHATHOU TemIieparype
(+18-25 °C). Bce mpoOupku ¢ pacTBOpaMu IOCIIE OTTAUBAHUS MSTKO
BOPTEKCUPOBATh U HEMPOJIOIDKUTEIEHO LIEHTPU(YTHPOBAT.

AMnMpuKanus TPOBOJUTCS C MCIIONB30BaHUEM IMpailMepoB:
npsimoit (F) — 5-CTGGAGACCACTCCCATCCTTTCT-3', obpart-
ubiii (R) — 5-ATGTGGCCATCACATTCGTCAGAT-3.

Tabauya 2
Cocmas koneuHou peakyuoHHou cmecu Ha 1 npoby
KommoneHTHI O0beM Ha Koneunas
peakMOHHOM cMecH OJIHY PEaKITNIO KOHLEHTpALHs

10xITLIP-6ydep pH =8,6 2 MKI 1x
JTHT® (2 MM kaxa0ro) 2 MKII 0,2 MM
PactBop MgCl, (50 MM) 0,8 MK 2 MM
[psimoit mpaiimep (2 MKM) 1 MK 0,1 MmxM
O6patHsIit mpaiivep (2 MkM) 1 MKa 0,1 MmxM
Tag-nommmemepasa (5 en/mxn) 0,5 Mk 25 en/mi
JHK-maTtpuna 1 Mk 2,5-5 MKr/MiI
Bopga nenonnsoBanHas 11,7 MKn 10 20 MK

1. [loaAroTOBUTH M MPOMAPKUPOBATH COOTBETCTBYIOIIMM 00pa-
30M HE00XOJMMOe KoJuuecTBO (mo KonmuyecTBy obOpasuoB JIHK)
MPOOHPOK BMECTUMOCTHIO 0,2 MIL.

2. TIpUroTOBUTH PEAKIIMOHHYIO CMeCh (Tali. 2) UCXOis U3 Ko-
JIMYECTBA aHATTM3UPYEMBIX 00Pa3IIOB.

3. PeakunoHHy10 CMeCh Pa3IMKBOTUTH (paziuTh) mo 19 Mk mo
WHAWBUAYaTbHBIM MUKPONPOOUPKaM (KOJIMYECTBO MPOOHUPOK Ompe-
nenseTcs komudectBoM obpasioB JJHK + omna mpobupka mis otpu-
LATEIEHOTO KOHTPOJIS).

4. JloGaBuTh B Kaxayio mpobupky 1 mxn BwigenenHon JIHK-
MAaTpHIIbI, MATKO THIIETHPYSI.

5. B kauecTBe OTpHLATEIBLHOTO KOHTPOJIA (X0JocTas mpoba) BMe-
cro obpasua JJHK B npoOupky 100aBUTh IEMOHU30BAHHYIO BOAY.

6. ITocne Baecenus JTHK-MaTpuiipl mpoOHpKH ¢ peaKIIMOHHBIMH
CMECSMH MOMEIIAIOT B IPOrPaMMHPYEMBIH aMILTU(PHUKATOP. AMILIH-
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(bMKanys MPOBOAXTCS B aBTOMAaTHIECKOM PEXHUME T10 33JaHHOM po-
rpaMmMe.
7. 3anporpaMMHpOBaTh TEPMOLUKIED.

Tabruya 3
Ipumepnulii memnepamypHo-6pemMeHHOU PeHCUM PeaKyuu
Hauanshas 94 °C 3 MuH
JICHATypalus

94 °C 20 ¢
35 umkioB Ty (58 °C) 20 ¢
72 °C 45 ¢

dunHanpHas YI0HTALHS 72 °C 5 MHUH

[Tay3a 4°C o0

T pmoe— MeMnepamypa omaicuza npaimepos.

3aoanue 5. dnexrpodopes JTHK B arapoznom reiie

Llenv pabomvi: O3HAKOMUTHCS C METOAMH 3NEKTpodopeTHye-
ckoro ananu3za JJHK B arapozHoM rene Ha npruMepe HHCEPLHOHHO-
JIeJIeIMOHHOT0 noinMopdu3Ma B 16 untpone rena A CE yenoBeka.

Obopyodosanue, npubopsl U MAMEpUAsl: araposa, NCTOYHUK TO-
Ka, KaMepa JIs TOPU30HTAIBHOTO 3J1eKTpodopesa», Y D-TpaHcHILIO-
MHUHATOD, 103aTOPBI, TOJMMEPHBIE HAKOHEUHHUKH, TIEPUATKH, XaJar.

Pacmeopwr: pactBop J[HK, Mapkep MOJIGKYISIpHOTO Beca
(50 m. u.), 1xTBE 0ydep, 3arpy3ounslii 0ydep, OpOMHUCTbIIH STHIHIA.

IIposeoenue pabomot:

[lockonbKy MPOAYKTH PEaKUMU B OMHMCAHHOHN BBILIE METOIMKE
nMmeroT pasmep oT 200 go 500 m. H. oNTUMaNBHON I MX paszene-
Hus siBisercs 2 %-it arapo3usii renb (Tabi. 1). [lpu MeHbiem pas-
Mepe (GparMeHTOB HCIIONB3YIOTCS 0ojee BBICOKME KOHIICHTpAINH
arapossl.

Ilpuzomoenenue azaposnozo zen:

1. Araposy B 1XxTBE Oydepe (2 r. cyxoli araposst Ha 100 M
KOHEYHOro pacTtBopa) pacrmaButh B CBU-neun (o momHoro pac-
TBOPEHUSI arapo3bl) OCTOSIHHO ITEPEMELIHBAsL.

2. MeaneHHO OXJIAAUThH PAcIUIaBICHHYIO araposy A0 TeMIlepa-
Typst 5060 °C.

3. B ¢opmy 1iist 3aMBKY reiisi BCTaBUTH IpeOeHKyY A1t 0Opas3o-
BaHUs JIYHOK U 3aJIUTh PacIlIaBIeHHBIN Ielb B GopMy.
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4. Tlocme 3acThIBaHUS arapo3bl OCTOPOXKHO YAAIUTHh TPeOEHKY
W3 Tesl.

5. OxynyTsb renb B 1 XTBE Oydep Tak, 4T0OBI TyHKH MOJHOCTBIO
3aMOTHUIINCH OyhepoM.

6. BHecT MUKpONHUIIETKON B TYHKH relnist cMech u3 10 MK aM-
I UIMPOBAHHOMN MPOOBI ¥ 2 MKJI 3arpy304HOTO Oydepa.

7. B onny u3 cBoOomHbIX JTyHOK BHecTH JIHK-mapkep (Mapkep mo-
JIEKYJSIPHOTO BECa) B COOTBETCTBUH € PEKOMEHIAIIMSIME MTPOM3BOTHTEIS.

8. [lomecTuTh TeNb B AMEKTPOPOPETHIECKYIO KaMepy.

9. 3anonuuts kamepy 1xTBE Oydepom 10 OTMETKH.

10. IMoakmounTh KaMepy K UCTOYHUKY MUTAHUS U 331aTh Hampsi-
JKEHHE, COOTBETCTBYIOIIEE HAMPICHHOCTH IEKTPUIEcKOro mois 10—
15 B/cm? remsi.

11. TIposectn 3aeKTpodOpETHUYECKOE pa3JielieHHe MPOIYKTOB
peaKiuy B HAIPaBJICHUH OT Kartoaa (—) K aHomy (+).

KonTpons 3a amekTpodopeTHdecKuM pas3ieleHrneM OCYIIECTB-
JIieTCsl BU3YaJIbHO MO JIBWKEHHIO TMoJiockl Kpacurens. Ilomoca kpa-
CUTEIs JIOJDKHA ITPOUTH OT cTtapta 2—3 cM. Bpems pa3roHKu 0OBIYHO
cocrapisier 10-30 MuH.

Oxpacka /IHK:

1. JloctaTh renb U3 KaMephbl U oMecTuTh B KroBety ¢ 0,1 % pac-
TBOpOM Kpacutes (50 MK (IIFoOpeCUPYIOMIETO KPACHTENs STHIIYM
opomuna pacteoputre B 500 M 1XTBE Oydepa) na 10-30 mun. [enpb
HEOOXOJIMMO TTOMECTHUTh B KIOBETY C PAacTBOPOM OpPOMHCTOTO STHIIUS
TaK¥M 00pa3oM, YTOOBI TeNb OBLT MOJTHOCTHIO MOTPYKEH B PACTBOP.

2. llocne okpacku TMepeHecTd Tenb Ha crekino Y ®P-tpancui-
JIOMUHATOpPa CHCTEMBI Telb-JOKyMEHTHpoBaHMs. dDparMeHTs aHa-
muzupyemoit JJHK mposiBisitoTCS B BUJIE CBETSAIIUXCS OPAHKEBBIX
moyioc mpu oOiydeHnn Y D-m3ydeHueM ¢ JIITMHOW BONHBI 260—
310 um (puc. 8).

3. Cdororpaduposars renp ¢ JHK B TpancmmmromuHaTOpe.
Araposneie Temu ¢ JIHK cremyer dortorpaduposars cpasy, mo-
ckonbky mipu xpaHeHun mnonockl JJHK (JIHK-GaumbI) craHoBsiTCs
Pa3MBITBIMU U3-32 UG DY3HN.

129



Puc. 8. Dnexmpogopezcpamma. I'enomuny I/ coomsemcmesyrom gpae-
menmbl Onunou 479 n. o., eenomuny 1/D — 06a ppaemenma onunoii 479
u 192 n. o., a cenomuny D/D —gppaemenm onunou 192 n. o. [Joposwcku.
1 - JHK-mapxep (50 bp DNA-ladder, CarlRoth); 2 — Ilpodyxm amniughu-
kayuu JJHK unousuoyyma c cenomunom \/1; 3 — Ilpodykm amniuguxayuu
JTHK unousuoyyma c eenomunom 1/D; 4 — [Ipodyxm amnaugpuxayuu JJHK
unousudyyma ¢ 2enomunom DID

3aoanue 6. Onpenenenue nommopgusma C677T rena MTHFR

Lenv pabomor. O3nakomuthbes ¢ Mmetogamu [II[P-IT/IP® ananm-
3a ygactka JIHK ua npumepe nomumopdusma C677T rera MTHFR.

I'en MTHFR komupyeT aMUHOKHCIIOTHYIO IOCIIEIOBATEIEHOCTD
(depmenta metmnenteTparuapodonarpeaykrassl (MTI'®P), wurparo-
IIeTo KIFYEBYIO poiib B MeTabonm3me donueBoit kuciotel. MTI'OP
KaTajqu3upyer BoccTaHoBieHHe 5,10-MeTuineHTeTparuapodoiata
B S-MetunreTparuapodosiaT, KOTOPHIA SIBISETCS aKTUBHON (PopMOii
(honmeBoit KUCIOTHI, HEOOXOAMMOM IJIsT 0Opa30BaHMS M3 TOMOIIMCTEH-
Ha METHOHHMHA M Jlajiee — S-aJICHO3UIIMETHOHHHA, 32 CUET KOTOPOTO
ocymiectBisiercss metuiaupoBanue JJHK. Jleduiur MTI'®P npusogut
K cHmxkeHuto MetunupoBanust JIHK, 4to BemeT K akTHUBHU3AIMM MHO-
TUX KJIETOYHBIX [€HOB, B TOM 4YHCJE€ — OHKOreHoB. Kpome Toro, mpo-
HCXOUT U30BITOYHOE HAKOIICHUE TOMOIIMCTEHHA — TIPOMEKYTOYHOTO
MPOAYKTa CHHTE3a METHOHHWHA. B ciy4ae CHIDKEHHON aKTHBHOCTH
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MTI'®P Bo Bpems OEpeMEHHOCTH YCHIIMBACTCS BIHSIHAE TepaTOTeH-
HBIX U MyTareHHbIX ()aKTOPOB BHEIIHEH CPE/IbL.

Iomumopduzm C677T cesizan ¢ 3aMeHOM 677-r0 HYKICOTH A 1TU-
to3una (C) rera MTHFR nma tivun (T), 9TO MPUBOANT K 3aMEHE aMU-
HOKHCJIOTHOI'O OCTaTKa aJJaHMHA Ha BAJIMH B ITO3ULIUK 223, OTHOCSILIEH-
Csl K Y4acTKy MOJIEKYJbl (DepMEHTa, OTBETCTBEHHOMY 3a CBSI3bIBAHHUE
(onmreBol KUCIOTHL. Y I, TOMO3UIOTHBIX MO JTAHHOMY BapUaHTy
(renotun  7/T), ¢depment MTI'®P mnposiBisieT 4yBCTBUTEIHLHOCTH
K TeMmreparype (TepMOIa0WIbHOCTh) W TEPSIET CBOK AaKTUBHOCTH
npuMepHo Ha 65 %. Bapuant T cBsi3aH ¢ 4eThIppMsI IpYyINIIaMH MHO-
ro¢akTOPHBIX 3a00JIEBAaHUI: CEPACTHO-COCYTUCTHIMH, Ne(eKTaMu pas-
BUTHS IUI0/1A, KOJIOPEKTAILHOU aIcCHOMOU M PAKOM MOJIOUYHOM KENE3bl
U SIMYHUKOB. Y KEHINUH ¢ reHoTtunoM 7/7 Bo BpeMs OepeMEHHOCTH
neuut GonrMeBoi KUCIOTH MOYXKET MPUBOAUTH K JnedekraM pas3Bu-
TUSA U102, B TOM YHCIIE K HE3apallleHHUIO0 HEPBHOU TPYOKH. Y HOCHUTE-
JIEH 3TOTO TEHOTHUIA BBICOK PHUCK Pa3BUTHS MOOOYHBIX () (HEeKTOB TpU
[pUeMEe HEKOTOPBIX JIEKAPCTBEHHBIX IPENapaToB, HCIONb3YyEMBbIX
B PaKOBOW XMMHOTEPAIIUH, HAlpUMep, MeToTpekcara. Hebmaronpust-
HOe Bo3jciicTBUEe BapuaHTa T monuMopdu3Ma CUIIBHO 3aBUCHT OT
BHEITHUX (DaKTOPOB — HU3KOTO COJIEpKaHUsl B THIIe (oIaToB, Kype-
HUs, ipueMa ankoronsi. Coueranue reHotuna 7/7 ¥ manuiioMaBu-
pycHOH HWH(EKLUNH YBEIWYMBAECT PUCK LEPBUKAJIBHOM IMCILIA3HU.
Hasnauenue (onueBoil KHCIOTBI MOXKET 3HAYUTENIHO CHU3UTH PHCK
MOCJICACTBUN JAaHHOTO BapyuaHTa MmojauMopduzma.

C/C — HOpMaJIBHBIA BapUaHT MOIMMOP(HU3Ma B TOMO3UTOTHOM
dopme;

C/T — reteposuroTHas ¢popma noauMopdhusma;

T/T — MyTaHTHBId BapHaHT MoJIMMOp(H3Ma B TOMO3UTOTHOH
dhopme.

IIpogedenue pabomot:

Bwioenenue /THK

Boigenuts JIHK 1Mo MeToauke, ONMMCaHHON B 33 JaHUH 2.

Amnaugukayua IpoBOAUTCS C MCIIOIH30BAHNEM MPAMEPOB:

npsmoii (F): 5'-CCGTACCAGGGATCTCTG-3;

o6patasiii (R): 5'-CGGTGCAGGCATTCACAG-3

Hns onpenenenns nonumopdusma C677T rera MTHFR npose-
naute [TLP mo MeToanke, OMUCaHHOW B 3aJjaHUH 4.

3anporpaMMupyiTe TEpMOLMKIEP IO Mporpamme, MPerCTaB-
JICHHOM B Tal1. 4.

131



Tabruya 4
IpumepHnulii memnepamypHo-6pemMeHHOU PedHCUM pearyuu

HavanpHas geHaTypamus 95 °C 5 MuH
95 °C 30 ¢
30 HMKIOB 56 °C 30 ¢
72 °C 30 ¢
dunanpHas YIOHTALNS 72 °C 4 MuH
[Tay3a 4°C )

[Ipongykramu ammmudukamuu B ganaoi [P senstorcs ¢par-
menTsl JJHK mmuaOoM 130 m.H.

Pecmpuxyuonnwiit ananuz npooykmoe I[P

Obopyoosanue, npuboOpvl U Mamepuavl. TEPMOCTAT, J03aTOPHI,
MoJIMMEpHble HakKoHeuHuKH, pactBop JAHK, nepuaTku, xanar.

Pacmeopui: sunonykineasa Tag |, 6ydep (pH=8,8), BSA (Obrumii
CBIBOPOTOYHBIN aIbOYMHH).

Ilposedenue pabomui:

Jnst pectpukimonHoro aHanuza npoaykros I[P HeoOxoammo
npoBecT 00paboTKy mpoaykra [P pecrpukrasoi Tagl mpu 65 °C
B TedeHue 1 .

1. B xaxnyro npoOupky ¢ amruiudukarom BHecT 0,2 MKI 9H-
nonykieassl Tag |, 1,9 mxit 6ydepa, 0,5 mxm BSA.

2. TlomecTuth B TepMocTaT Ha 1 u ipu Temmeparype 65 °C.

Hannuue 3amenst C—T Hykneotuna B 677-M mnonoxeHuu 4-ro
sk3oHa reHa MTHFR co3maer caiit pacnosnaBanust (T|CGA) st
suponykieassl Tagl (puc. 9).

CGGGAGT|CGATTT MYTaHTHBIN aJlIelh
CGGGAGCCGATTT HOpPMAaJbHBIN AJUIETh
0 20 4o 6 go 100 120
Taql

Puc. 9. IHorumopgusm C677T cena MTHFR

Hemexyun nonumopgpuszma C677T zena MTHFR ¢ nomouvio
6epMUKAIbHO20 INeKmpogopesa

Obopyoosanue, npubopvl u Mamepuansl: ICTOYHUK TOKA, Kame-
pa IS BEPTUKAIBLHOTO JJieKTpodopesa, Y D-TpaHCHWIIIOMHHATOD,
MepYaTKH, XaaT.

132



Pacmeopuvr:  pactBop JHK, wmapkep MonekynspHoro Beca
(50 m. 1.),10xTBE 0ydep, 1XTBE 6ydep, 30 % pactBOp akpuia-
MuA-OucakpuiaMu,  (COOTHOLICHHE  aKpHIaMUA-OMCaKpHiIaMH[
29:1), 20 % AIIC (mepcyabdar ammonust), TEME]l (Terpamerui-
STUIIEHANAMUH), 3arPy309HbIA Oydep, OpOMUCTHII STHANN.

IIpogeoenue pabomot:

OnekTpohOPETHIECKYIO JeTeKIHI0 NpoBoaaT B 10 % monuak-
punamugaom rene (I[TAAIDY) ¢ ucnons3oBanmem 1xTBE Oydepa
B KaMmepe ISl BEpTUKAIBHOTO 3JIeKTpodopesa.

Ilpuzomosnenue noauaKpUIAMUOHO20 2€/15 .

1. B dopmy st 3amuBKH Tems BCTaBUTh TpeOEHKY IIsl 00pa3o-
BaHUsI JTYHOK.

2. Cmemate KOMIOHeHTHI ansi npurotoBieHus 10 % I[TAAT
(Tabm. 5).

Tabauya 5
Tlpucomosnenue noauakpulamMuoHo2o 2eus

KommoneHt O06BEM

30 % pactBOp akpuiIaMUA-OMCAKpUIAMHUI (COOTHO-
11,7 mn
HIeHHe akpuiamMua-oucakpuaamung 29:1)
10xTBE Oydepa (Tpuc-6opnas kucnora-D/TA,
- 3 M

pH=8)
20% AIIC (nepcynbdar aMmmonus)™* 120 MK
TEME]] (TeTpaMeTHIITUIICHJHaMIH) * 46 MK
BbunuctunnmpoBanHas Boga 110 o0BeMa 35 Mit

*pumeuanue. JJobasnsiemcs 8 nOCA€OHION 04epeds.

3. Bce KOMIIOHEHTBI CMECH TIIATENBHO MepeMelIaTh U 3alIUTh
rens B Gopmy.

4. Tlocne 3acteiBanus [IAAI' ocTOpOXHO ynanmuTe rpedeHKy U3
renus.

5. 3anonanTs MyHKH 1XTBE Oydepom.

6. [TomecTuTh renb B AJIEKTPOPOPETHIECKYIO KaMepy.

7. 3anonuuts kamepy 1xTBE Oydepom 10 oTMETKH.

8. [ToAKIIIOYNTE KaMepy K HCTOYHHUKY MUTaHUS

9. IlpoBectu npedope3 B TeueHUue 1 4 mpU MOCTOSHHOM OXJia-
xaennd (+10°-11 °C) u HanpsHKEHHOCTHU MEKTPHIECKOTo 1ot 240—
320 B 1t KOHAUIIMOHUPOBA-HUS TEIs.
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10. BHecuTn MHUKPONHUIIETKON B JYHKH Tels cMech n3 10 MK
aMIUTH(UIIMPOBAHHON TIPOOBI M 2 MKIT 3arpy3049HOT0 Oydepa.

11. B onny u3 cBoboanbix nyHok BHectH JJHK-mapkep (Mapkep
MOJIEKYJISIPHOT'O Beca) B COOTBETCTBHHU C PEKOMEHJAIMSIMH IPOU3BO-
TUTEIS.

12. TloMecTHTh Tenb B 3MeKTPOOPETHIECKYIO KaMepy.

13. 3anonnuts kamepy 1 XxTBE Oydepom mo otmeTkH.

10. IogxrounTh KaMepy K HICTOYHUKY ITUTAHUS.

11. IIpoBectn snexTpodopeTHUECKOe pa3AeieHHe MPOTYKTOB
peakuuy B HallpaBJIEHUH OT KaTtoAa (—) K aHoxy (+).

Onektpodope3 MPOBOAUTH B TeueHUE 4—6 4 MPU MOCTOSHHOM
oxiaxaennd (+10°-11 °C) u HampsHKEHHOCTH DIEKTPUYECKOTO OIS
240-320 B.

Kontponps 3a anexTpodopeTHuecKuM pa3AelieHueM OCYIIEeCTB-
JISIeTCs BU3YANIbHO 110 ABMXKEHUIO MOJIOCHI KPACUTEIS.

Oxpacka /IHK:

1. doctath renp U3 Kamepsl U oMecTuTh B KioBeTy ¢ 0,1 % pac-
TBOpOM Kpacurenst (50 MK (Ir0OpecuMpyIOIEeTo KpacuTessi STUINYM
opomua pactBopute B 500 mn 1XTBE Oydepa) Ha 10-30 mun. ['enb
HEOOXOJIMMO TOMECTHUTh B KIOBETY C PacTBOPOM OPOMHCTOTO STHIUS
TaKUM 00pa30M, 4TOOBI T'eJib ObLT ITOJTHOCTHEO MOTPYKEH B PacTBOP.

2. llocne okpacku IEpeHecTH reib Ha crekno Y D-tpaHcui-
JIOMUHATOPA CHUCTEMBI Tellb-TOKYMEHTHpOBaHHs. DparMeHThl aHa-
musupyemoit JIHK mposBISIOTCS B BHJE CBETALIUXCS OPAH)KEBBIX
nojioc mpu obnydeHuu Y@-uznyueHHeM ¢ JUIMHOW BOJNHBI 260—
310 1M (puc. 8).

3. Chororpaduposarts reib ¢ JJHK B TpancrmroMmuHATOpE.

I'erotunmy CC coOTBETCTBYIOT HEPECTPUIIMPOBAHHbIE (PparmMeH-
1ol JuiHOK 130 1. 0., reHotuny 7C — Tpu ¢parmenta mmHoH 130,
63 u 67 1. 0., a rerotunty 77T — 2 ¢parmenTa JuymHod 63 u 67 1. 0.
B cBsi3M cO CI0KHOCTBIO 3JEKTPOHOPETHYECKOTO pasneneHus ¢par-
MeHTOB 63 u 67 1. 0. (pa3HuIa Bcero 4 HyKIeOoTHUa) Ha 3NEKTPodo-
perpamme i reHotuna 7C BO3MOXHO OyIyT 3aMETHBI TOJIBKO JIBE
nonocel (130 m~65 1. 0.), a ans reHoruna 77 — ojHA pa3MepoM
~65 1. o. (puc. 10).
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Puc. 10. Drnexkmpogpopezpamma pesyromamos I[IL[P-II[]PD anarusa
noaumopguzma C677T eena MTHFR. /lopooicku: 1 — JTHK-mapxep
(axeumonapunasn cmeco 20 n. n. JJHK-uapxepa u 50 n. n. JJHK-mapkepa);
2 — npodykm amniaupurayuu u pecmpuxyuu JJHK unousudyyma c eenomu-
nom CC; 3 — npoodykm amnaugpuxayuu u pecmpurxyuu JJHK unousuoyyma
c eenomunom TC; 4 — npooykm amnaugurayuu u pecmpuxyuu /JTHK
unousuoyyma c eenomunom TT

3aoanue 7. Onpenenenue myrauun 5382insC B rene BRCAL

B 1994 r. B obnactu anuaHOTO Tuieva (q21) 17 XxpoMocoMbl ObLT
KapTHpPOBaH TeH, KOTOphId Brocienctsuu Obul Ha3Ban BRCAL
(breast cancer predisposition gene 1). Teau BRCALl cocrour u3
22 KOOUpYIOUMX W 2 HEKOAMPYIOIIMX 3K30HOB, Pa3lelICHHBIX WH-
TpoHamu pazmepom ot 0,4 10 9,2 TeICSY map HYKJICOTHAOB (T. II. H.).
OOmmii pa3Mep KOIUPYIOIIUX YYacTKOB cOCTaBisieT 5592 Hykieo-
THJa, pacupeAesieHHbBIX B TeHOME Ha mpoTshkeHuu 6oree 80 T. 1. H.
Komupyemsrii reHom Oenok conepkuT 1863 aMHHOKHCIOTHBIX
octatka. OIWH W3 SK30HOB — OJWHHAALATHIA — SABISAETCS CaMBIM
OoNbIIMM, coiepsKaluM 0oJiee MOJOBUHBI KOJUPYIOLIEH YacTH reHa,
u 3anumaeT 3427 1. H. [Ipomykr reHa BRCAL urpaer BaKHYIO pOJb
B MOJIEP’KaHNH IIEJIOCTHOCTH T'€HOMA, B YaCTHOCTH B IpoLieccax pera-
pamu JIHK, B miporieccax HOpMaIbHOTO SMOPHOHATBHOTO PA3BHUTHSL.
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Kpome toro, 6enmok BRCAL mMoxxeT B3aMMOJICHCTBOBATh C Pa3iny-
HbIMH (haKTOPaMH TPAHCKPHIIIMN W PEMOACTUPYIOIIUMH OCIIKaMU XPO-
MaTHHAa U TaKUM 0Opa3oM BBICTYNATh B KaueCTBE PETYISITOPOB TPaH-
CKPHITIMY TEHOB, OTBETCTBEHHBIX 3 JICJICHUE M BEDKUBAEMOCTh KJICTOK.

EcTh Takke BechMa yOeAWTENbHBIC NAHHBIC, CBHICTEIbCTBYIO-
mue o ponu Oenxa BRCAL B kadecTBe cympeccopa WHBa3HBHOM
W METaCTATUYECKOW KIIETOYHOUW AKTUBHOCTH IPH CIIOPATHICCKHX
¢dopmax paka. ['pynmoii amepukanckux ucciepoBareneil Obuia o0Ha-
pyKeHa HOBas, BechMa cymuiecTBeHHas1, GpyHkius 6enka BRCAL: co-
BPEMEHHBIMH METOJJAMH MOJICKYJISIPHO-TEHETHYECKOTO aHaIn3a Obl-
10 nokasaHo, yto 6eaok BRCAL cmocoOeH 3amumarh KIETKH OT
OKCHJATUBHOTO CTpecca MOCPEACTBOM MHOXXECTBEHHOW aKTHUBAIMU
SKCIPECCHU TCHOB, OTBETCTBEHHBIX 32 IIMTOMPOTEKTOPHBIA aHTHOK-
CUJIAaHTHBIA OTBET. B WX uMCIe — TEHbI, KOIUPYIOUIHE (PEPMEHTHI
TIIyTaTHOH-S-TpaHchepasy U OKCHUAPEIYKTa3y, a TAaKXKe FeHbl aHTHU-
OKCHJIaHTHOW CHUCTeMbl. Takum o00pa3oMm, OBUIO JIOKa3aHO, YTO
B yCIIOBHsX IN Vitro runepakcnpeccus rena/6enka BRCAL npuBoaut
K TIOBBIIIEHUIO YCTOWYMBOCTH KJIETOK K JEHCTBUIO areHTOB-
OKHCIIUTENEH, a ero Je(UIUT, HA000pOT, YCHIHBAET YYBCTBUTEIb-
HOCTB K BO3/ICHCTBHIO OKCHIATHBHBIX (hakTopoB. bonee Toro, okasa-
JIOCh, YTO MPH OKCHJATHBHOM CTpecce (BBI3BAHHOM, B YACTHOCTH,
nepekuchbio Bojgopoaa) red BRCAL u ero GenkoBbIi POAYKT 3HAYH-
MO BIHSIFOT Ha OKHCJIUTEILHO-BOCCTAHOBHUTENBHBIA BHYTPUKIETOY-
HBIW CTaTYC, MOBBIIIAS COOTHOIIIEHHE BOCCTAHOBICHHON W OKHCIICH-
HOW (OpM TITyTaTHOHA.

LleneBoii TeH, AKTUBHOCTh KOTOPOTO PpETYIUPYETCS TeHOM
BRCAL, — sto reH, xomupyrommii 3cTporeHoBeiil perienitop ERa.
B Hacrosimiee BpeMsi HaKOIJICHO JOBOJBHO OOJBINIOE KOJIUYECTBO
JMaHHBIX, HE TOJBKO TOATBepkIaronmx (akr perynsiuun ERa-
TPAHCKPUITIIMOHHON aKTUBHOCTHU MOCPEICTBOM IIPSIMOI'O B3aMMOJICH-
CTBHS 3cTporeHoBoro perenropa ¢ 6enkom BRCAL, HO 1 00BsCHS-
IOIIMX KaK UMEHHO ATO NporcXoauT. CuuTaercs, 4To B HOpMe OeIoK
BRCAL, nampsMyro B3aMMOIEHCTBYSI € KOMIUIEKCOM 3CTPOICH-
ACTPOTCHOBBIN PELENTOP, CIEPKHUBAET €ro TPAHCKPHUIIIIMOHHYIO aK-
TUBHOCTh, B PE3yJIbTaTe YEr0 MMEET MECTO yMEpPEHHasl IKCIPECCHs
CTHMYJIMPYIONIUX KIETOYHYIO POTU(EPAIHIO 3CTPOTeH-3aBUCUMBIX
reHoB. B ciaydyae cHmKEHHOTO (110 CpaBHEHHUIO C HOPMOW) YPOBHSA
skcrpeccun rena/6enka BRCA1 B opranm3me co3maroTcsi HEOOXO-
JTUMBIC TPEIOCHUIKHA ISl aKTHBAIIMH SCTPOTCHOBBIX DPELEHTOPOB
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MIPY OYEHb HU3KUX KOHIICHTPALUSAX ACTPAIHOIa WIH TaXe B €ro OT-
CyTCTBHUE. DTO 03HAYAET, YTO MPU HOPMAILHOM COJICPKAHUH ICTPO-
TEHOB B KPOBH UM Ja)Ke MPH X PE3KOM ITaIeHUH (4TO HaOII0maeTCs
B MOCTMEHOIAY3aJIbHOM TIepuojie) Ha ¢oHe myranuu reHa BRCAL
MOXET MPOUCXOANTH aKTHUBAITUSI ICTPOTCHOBEIX PEIEITOPOB, BCIICII-
CTBHUE YET0 MHIYIIUPYETCS TPAHCKPHUIIIHUS TIEJICBBIX T€HOB M TCHEPH-
pYIOTCS IIUTENbHBIE Mponu(epaTHBHBIE CUTHAIBI, BBI3BIBAIOIINE
HEKOHTPOJIUPYEMOE KIICTOYHOE JICTICHHUE.

Buvioenenue JIHK

Beigenuts [JHK mo MeTonuke, omucaHHOM B 3aJaHKH 2.

Amnaugpukayus TpOBOIUTCS C UCTIOIH30BAHUEM TIPAHMEPOB:

npsimoii (F): F: 5-TGGAAGAAACCACCAAGGTC-3;

obpatnsiii (R): R: 5'-GGGGAGTGGAATACAGAGTGGT-3’

s onpenenenns mytaiuu 5382 insC rena BRCAL nposeaute
IIIIP mo meToauKe, ONMCAaHHOU B 3adaHUH 4.

3anporpaMMUpyHTe TEPMOIMKIIEP IO MpOorpaMMme, IMPeICTaB-
JICHHO# B Tab1I. 5.

Tabruya 5
Tpumepnulii memnepamypHo-8pemMeHHOU PedHCUM peaKyuu
Havanwsuas 94 °C 4 v
JIeHaTypanus

94 °C 30¢
30 uKII0B 55°C 30c

72°C 1 MuH

duHagbpHAs DJIOHTAINS 72 °C 5 muH

[Tayza 4°C 00

Jemexuus noarumopgpusma mymayuu 5382insC zena BRCAL
C HOMOWBIO EPMUKATLHO20 INEKMPodope3a

IIpoBecTn BepTHKANBHEIN AIIEKTPO(Ope3 MO0 METOUKE, OMMCAH-
HOM B 3a7aHuU O.

Puc. 11. Pe3yromam a2nekmpoghopemuueckoo pazoenenus npooyKmos
2cemepooynnexcrozo ananusza mymayuu 5382insC 2ena BRCA 1 (A- nopma,
b — cemepodynnexc)
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3aoanue 8. PelieHue reHeTHYECKHUX 32124

Llenv pabomul: HAyYIUTHCS pelIaTh CHUTYyallHOHHBIE 3a7add, MO-
JICJIAPYIOIIUE MPAKTUICSCKHUE BOPOCHI MOJICKYJISIPHBIX OOJIC3HEH.

Obopyodosanue, npubopsvl U mMamepuaivl: Pa3IuIHbIC CUTYaIU-
OHHBIE 3a/1a4H.

IIposeodenue pabomoi:

Onpedenenue muna Hacn1e006aHUA NPUSHAKA

1. CymectByer 3a0oneBaHme, MpU KOTOPOM B BO3pPAcTe MEXKIY
10 u 20 romamy HaYMHAETCS TTOCTETICHHAS aTPOUSI TUCTATBHBIX OT/Ie-
JIOB MBI HOT. M3ydeHue pOJOCIOBHBIX MOKA3bIBAET, YTO BO BCEX
CIIy4asiX TOM e OOJIC3HBIO CTpajall OJIUH U3 poauTenel combpHoro. Ka-
KOB BEPOSTHBII MEXaHN3M HACIIEIOBAHHS 3TOT0 3a00JIeBaHu?

2. Tak Ha3bIBacMbIil «OOMOeHckull )eHOMEH» COCTOUT B TOM,
4TO B ceMbe, rne oter umen | rpymmy kposu, a Mathb lll, pogunacs
neBouka ¢ | rpymmoii KpoBH, HECMOTPS Ha TO, YTO Y HEE B TEHOTHIIE
oGHapyskeH ren 1°. OHa BBIIIUIA 3aMyX 33 MYXUHHY, TeTEPO3HTOTHO-
ro o |l rpynme kpoBu, U y HUX POAMIIOCH BE IEBOYKH: nepBasi ¢ 1V,
a Bropas ¢ | rpynmoit kpoBu. Takoe siBeHNE OBLTO OOBSICHEHO HAITH-
YHEM PEIKOTO PEIECCHBHOIO 3MUCTATHYECKOro reHa h, momasiisto-
mtero mposienenne renos | u %, TIpunnvas oty rumoresy, ycraHo-
BUTE BEPOSITHBIC TEHOTHUITBI BCEX YWICHOB 3TOW CEMbH.

Bepoamnocmu

3. Myx4rHa ¢ TOJUAAKTHINCH (JIMIIHWKA TaJiel] Ha pyKe) Ke-
HUTCS Ha JKEHIIMHE, UMEIOIIeld HOPMAIBHYIO KACTh. Y HUX POX[Ia-
I0TCA 5 MalbYMKOB M BCe C ModumakTwineid. HekoTopeie w3 HUX
BITOCJICJICTBHH JKEHATCS Ha HOPMAJBHBIX MO 3TOMY IPU3HAKY JKEH-
IMHAX U Yy HUX POXKJIAeTcss MHOTO JieTeid. KakoBa BEPOSATHOCTH POXK-
JCHUS Y HUX JIETeH C JUIIHUMH nanbiaMu? MOXKHO 1M OJTHO3HAYHO
OTIPEIENINTh TEHOTHIT JTF000TO YeloBeKa ¢ JIMIIHUM TanbiieM? Ecim
y 000UX CyNpYyroB €CTh JaHHBINA Je(EKT, TO C KaKOi BEPOSTHOCTHIO
Yy HAX MOTYT POJIUTHCS JIETH C HOPMAJIBHBIM CTPOSHUM PYKH?

4. bonesnp [‘eHTHHTTOHa, mporpeccUpyroias JAerpaganus
HEPBHOW CHCTEMBbI, 0OBIYHO Pa3BUBACTCS MMOCIIE HACTYILICHHS I10JIO-
BOI 3pENIOCTH, TOITOMY 3a00JIEBIIHE JIFOJIH MOTYT UMETh TIOTOMCTBO.
3aboneBaHre OOYCIIOBIIEHO OYCHH PEIKUM JIOMHHAHTHBIM TE€HOM
(H). Ecnu y MOJI0ZIOTO YellOBEeKa OJUH W3 POTUTENICH 00JieH, a apy-
TOl 3JT0POB, KAKOBa BEPOSTHOCTh, YTO OH WJIM OHA 3a00JICIOT?
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5. MyxuuHa, AedylIKa KOTOPOTO CO CTOPOHBI MaTe€pu HMel
¢daBu3Mm (peakoe X-CHEIICHHOE pelecCHBHOE 3a0oineBaHue, 00y-
CJIOBIIMBAIOIEE BBHICOKYIO YyBCTBUTEIBHOCTH K 000aM) >KEHUIICS Ha
KEHIIUHE, Yel Js111 CO CTOPOHBI €€ MaTePH TaKkKe UMeN (PaBU3M.

a) Hapucyiite pogocnoBHyto 3T0i1 ceMbH.

6) KakoBa BepoATHOCTB, UTO MX MEPBEIH peOEHOK OyaeT OoJeH
daBuzMom?

B) Ecin mepBelil pebeHok OoneH (aBU3MOM, TO KaKOBa BEPOSIT-
HOCTB, YTO BTOPOH PeOCHOK Takke OyAeT UMeTh (haBu3m?

Ilenempanmmuocmo

6. AHrmomaro3 ceT4yaTKd IJiaza OOYCJIOBJIMBAETCS IOMHHAHT-
HBIM ayTOCOMHBIM T'€HOM, IEHETPaHTHOCTh KoToporo — 50 %. Kako-
Ba BEpOATHOCTH (B %) poxaeHUsl OONBHOrO pebeHKa B CeMbe, Te
o0a cymnpyra reTepo3UroTHsI 10 IaHHOMY TeHY?

7. AyTOCOMHBIN TOMHUHAHTHBIN TeH £, 00yCIOBIMBAIOIINI paHHee
o0JbICeHre, TOMUHAHTHBIH 110 OTHOLIEHHUIO K T€HYy e — MOTepsl BOJIOC B
moxwiaoM Bospacte. [lenerpantHocTh paHHero ooOmeiceHws 100 %
y MyxuuH, HO 0 % y xeHummH. Kakumu oxugarotcs GpeHoTunsl aerei
B Opake My>K4MHBI 1 )KSHII[HBI, €CJIH 00a OHU UMEIOT TeHOTHIT Ee?

3aoanue 9. Pemienne 3aga4 no MoJIeKY/JISPHOW reHeTHKE

Llenv pabomur: Ha npumepe perieHus] TUMOBBIX 3a7ad O3HAKO-
Muthes ¢ Metofgamu JJHK-reHoTHIMpoBanns MyTanuii, pepMeHTaMI
PECTPUKIMK W TPUHLIMIIAMH IIOCTPOCHHS PECTPUKLHOHHBIX KapT;
3aKpEeNuTh YCBOCHHBIN MaTepHall.

Obopyoosanue, npubopuvl u Mamepuaivl: 3aJja4u, TadJIUIA TeHe-
THYECKOTO KOJa, TaOJNHUIBI PECTPUKTA3 W pacUICIUISIEMbIX MU T10-
ClIeIOBATEIbHOCTEH.

IIpogedenue pabomot:

1. TlokaxxuTe, Kak OTpa3uTCs Ha MOCIEAYIOUICH TPAHCISALIH J10-
OaBlieHNE a/ICHUIIOBOTO HYKJICOTH/Ia K Hadally JAHHOW KOJHMPYIOIIen
MOCJIE/IOBATEILHOCTH

5- ACA CGA CAA GAU AAC UGG CCA -3’

Thr Arg His Asp Asn Trp Pro

Hcnonp3yiiTe TabNHIly TeHETHYECKOTO KOJIA.

2. Paccunraiite cpeiHee pacCcTOSHUE MEXIY CalTaMH PECTPUK-
ta3 EcoRI (5'-GAATTC) u Mbol (5-GATC) B renomnoii JIHK.

3. Pecrpuxmmonnsiii pepment Hind Il paspesaer JTHK mo mo-
caepoBarearHocTd AATTITT.
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Hackompko dacto 3T10T (hepmeHT OymeT paszpesaTh IABYXIIETIO-
yeunyro JIHK? MuapMu coBamm, kakoBa cpenmHsisi JuinHa (parMeH-
TOB pa3pe3anHoi JJHK?

4. ®parment [JHK denoBeka mMHOW 2 THICSYM HYKJICOTHUIHBIX
map (2 k0) IMeeT OAMH CAlT pecTpUKITHH I hepmerTa ECORI.

Cxomnpko ¢paxmuit JTHK OyneT mpucyTcTBOBaTH Ha 31eKTpodho-
perpaMme, OKpameHHOW 3THANYM OpOMHIIOM, TOCHE 3NeKTpodopesa
B arapo3HoM reje oopasua sroit JIHK, oopaboranHoii ECORI?

5. Myramnus, BbI3bIBarOmas OOJIE3Hb CEPIOBHIHO-KIETOYHAS
aHeMusi, 00yCIIOBIIeHa 3aMEHOH Bcero oxHoro Hykieotuaa B JJHK B-
I0OMHOBOTO TeHa. [IpuueM B pe3ynbraTe 3TOW MyTallMK MPOMaaacT
caiit pectpukiuu st pepmenta Mstll, xoTopsrii mpucyrcTByer
B HOPMaJIbHOM T'€HE.

Kak MO@HO HCTIONB30BaTh 3Ty HHPOPMAIUIO IS KOHCYJIbTalluU
ceMel, MPOKUBAKOIIKX B pallOHAX BBICOKOM KOHLUEHTPALUU 3TOH MY-
TaIH, Ha MPEIMET BBISIBIICHUS HOCHTENIEH JaHHOTO HACIICICTBEHHO-
ro 3aboneBanusa? Kakue MONeKyIsIpHO-TEHETHIECKUE SKCTIEPUMEHTEI
JUTS TOTO HEOOXOAMMO IPOBECTH?

6. Ilepen MoNeKyISIpHBIMA TE€HETUKAMU CTOsUIA 33j[ada pa3MHO-
*uTh npu nomouu IIIP cTpykTypHBIN T€H, MOCIEAOBATEIBLHOCTh
KOTOPOI'o U3BECTHA. Hike IMPUBEACHBI TOJIBKO IIEPBBIC U ITOCICAHUC
15 HyKIEOTHIOB, MPEACTABISIONINE COOTBETCTBEHHO HAYall0 U KO-
HeI[ JaHHOTO CTPYKTYpHOTO T'eHa:

5- ATITLILIAAALIATTAT ... ... ATTAIITTILLTTAA -3

Omnpenennure MOCIENOBATEILHOCTh JIBYX IpaiiMepoB, ¢ TOMO-
LIbI0 KOTOPBIX MOKHO MPOBECTH aMIUTM(PHUKALNIO YKa3aHHOTO T'eHa
metoaom ITLIP.

7. Kakas mapa npaiiMepoB IPUTO/IHA JUTS aMIUTU(HUKAIIMN B X0OJIe
[P cnenyromeit nocnenosarensHoct JJHK:

5- ATGGACCAGTAC...... CTACAGGTACTG-3"?

a) 5- TACCTGGTCATC -3’ u 5- CTACAGGTACTG-3’

6) 5- TACCTGGTCATC -3’ u 5- CAGTACCTGTAG-3’

B) 5- ATGGACCAGTAC-3' u 5- CTACAGGTACTG-3'

r) 5- CAGTACCTGTAG -3' u 5- CTACAGGTACTG-3’

1) 5- ATGGACCAGTAC-3'u 5- CAGTACCTGTAG-3'

8. Jlunetinsiii pparment JHK oOpabotamu pectpukrazoii ECORI,
pectpukrtazoit BamHI u ux cmeckio. IIpoaykThl peakiuid pazaenuim
B arapo3HOM Trelie W OKPacWiId OpOMHUCTBIM ATHANEM. Pe3ynmpTarsl
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anekTpodopesa npeacTaBieHbl Ha puc. 12. [udpbl cripaBa yka3plBaroT
MIpUOIM3UTENHHBIE pa3Mepbl PparMeHToB B 11. H. [locTpoiite pecTpuk-
LUUOHHYIO KapTy Pparmenta JJHK.

EcoRl
H BamH! Gamii

= == =3 |Crapy

-— <— 950

e g~ 850
-— g 400
- - g 350

— | 200
— — | g— 150

Puc. 12. Dnexmpogpopecpamma

9. Monexyna JIHK Bennumuoii 17 k0 OpLta pa3pezaHa Ha ¢par-
MEHTHI JIByMsI pEeCTPUKTa3aMHu. Pe3ynbTarsl 31eKTpodopeTnieckoro
aHanM3a B arapo3HoM reie, nonydeHHbIX QparmenroB THK mocie
OKpacKd 3TUAWYM OpoMMIOM, TIpeacTaBlieHbl Ha (operpamme
(puc. 13). Ilpu paspezanun pectpukrazoit Ne 1 JIHK paszpesaercs Ha
TpH (paKIuK BeIUYUHON 8, 6 u 3 KO, a Mpu pa3pe3aHuu PECTPUKTA-
30if Ne 2 Ha nBe dpaxoum — 10 u 7 k6. JJHK, paspeszannas cpazy
nBymsi pectpukrazamMu Ne 1 u Ne 2, cocTouT u3 4eTblpex (pakuuii
BeNMUHMHOM 8, 6, 2 1 1 KO.

B kakoMm mopsijike IMOJydeHHbIE PECTPHKIIMOHHBIE (PparMeHThI
pacnionoxensl B ucxoanout monekyine JAHK semmuunoit 17 k6? Ilo-
cTpoiite pectpuknnonnyto kapry JJHK Benmaunoii 17 k0.
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Puc. 13. Dnexkmpogpopecpamma

10. MyranTHsIi TeH nuctopudposa (LID) ObuT M30MUpPOBaH U3
KJIETOK OOJIFHOTO YeJIOBeKa M 3aTEM IPOBEJIEHO €ro CEeKBEHHpPOBa-
HUE. AHATOTHYHBIM 00pa3oM OBLIT U30JUPOBAH HOMANBHBIN TeH LD
U3 KIJIETOK 37I0poBOro uesoBeka. Kaptuna snekrpodopernieckoro
paszziesnieHus] HYKJICOTHIOB ONPEAEICHHOro ()parMeHTa MYTaHTHOTO
TeHa U HOPMAaJLHOTO T€HA MpejcTaBiIeHa Ha pucyHke 14. CpaBHeHUE
IBYX 00pa3LoB MTO3BOJISIET 3aMETHTh, YTO HYKJICOTHAHAS HOCIIE0Ba-
TeNBHOCTh MyTaHTHOTO TeHa [1d y 6ompHOTO 1IIcTOPHUOPO30M OTIIH-
YyaeTcs OT HOPMAaJIbHOTO I'eHa 37I0POBOTO YEIOBEKa.

- . — e

Hopwma Lucrodpubpos
G [ G c A

e

T T
15 - — ‘
5 -

..
N
1

-NWA S a®
|
|

Puc. 14. Dnexmpopopecpamma
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IIpenmonoxxum, dYTO 5'-KOHEN CEKBEHHPOBAHHOTO Yy4acTKa
HAa4YMHAETCSl ClIeBa W TIEPBBIM HYKJICOTHIOM SBiIsSeTCs Homep 1.
Omnpenenurte THO MyTallUH, KOTOpas BbI3Bana 3a00JeBaHHE ILHCTO-
(hn1OpPO30M U HAMIUTE MPABUILHBIA OTBET:

1) HEeT HUKAKOW TOMOJIOTMH MEXIy HOPMAaJIbHBIM T€HOM H MY-
TaHTHBIM TeHOM (L1D);

2) mepBbie BOCEMb HYKJICOTHJOB B MyTaHTHOM T'€HE TaKHe Ke,
KaK ¥ B HOPMaJIbHOM T'€HE;

3) mATh HYKJIEOTHIOB B mojokeHHd 11-15 HOpManbHOrO reHa
TaKue ke, KaK B MOJIOKeHUH 8—12 MyTaHTHOTO T€Ha;

4) MyTaHTHBIN T€H UMEET 3-X HYKJICOTHIHYIO BCTAaBKY;

5) MyTaHTHBI reH UMeeT 4-X HyKJICOTHIHYIO JCTICIHIO;

6) MyTaHTHBIN TeH UMeeT 4-X HYKJICOTHIHYIO BCTABKY;

7) MyTaHTHBI T€H UMEET 3-X HYKJICOTHUIHYIO JICIICIHIO.

a)l,2,4,6; 06)2,3,5, B)2,3,7, 1,57 n23,6.

3aoanue 10. laiiTe onpenejieHHe NOHATUSIM U TEPMUHAM

maxcus Oenieyus NOAUOAKMUNUSL
2emeponiazmus 2u- OUCMOHUU ROJUHeBPOnamus
nepamMuHoOyudypus onucoghpenus CUHOAKMUNUS
2unonnazus ogpmanvmonezust mpemop
20MONNAZMUU npocpeoueHmHOCMb  XONANUU
OdemeHyus nepcesepayuu

Pexomendyeman numepamypa

1. Bouxos, H. Il. Knuundeckas reneruka: yueounuk / H. I1. bou-
koB, B. II. Ily3sipeB, C. A. CmupHuxuna; nox pen. H. I1. boukosa. —
4-¢ u3n.— Mocksa: Hayka, 2011. — 592 c.

2. BBenieHne B MOJICKYJISIPHYIO TMarHOCTUKY B 2-X T. T. 2 / mox
pen. akanemuka PAH u PAMH M. A. Ilansuesa u J[. B. 3anerae-
Ba. — MockBa: Menunusa, 2011. — 504 c.

3. Beenenue B MonekyisipHyto MeguiuHy / mon ped. M. A. [lanb-
neBa. — Mocksa: Meaununa, 2004. — 496 c.

4. I'mazep B. M. 3agaun 1o cOBpeMEHHOW T'e€HETHKE : yuyeOHOe
mocobue / B. M. I'mazep, A. . Kum, H. H. Opnosa, U. I'. YnuHa,
10. I1. AntyxoB. — Mocksa: K1Y, 2005. — 224 c.

5. 'mux b. Monekynsipras 6uorexnonorus. [IpuHuune: u npu-
Menenue / b. I'muk, k. [Tactepuak. — Mockea: Mup, 2002. — 589 c.
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6. Tonuapenko ['. . OCHOBBI T€HETHUYECKOI WHXKEHEpUU: yueO.
roco6ue / I'. I'. 'oruapenko. — MuHCk.: Bemmaiim. mk., 2005. — 183 c.

7. I'onuapenxo I'. I 'eHHAs MHXKXEHEPUS: NMPAKTHYECKOE PYKO-
BOJICTBO K BBITIOJIHEHUIO JIabopaTopHbIX padoT / I'. I'. 'oHuapenko,
A. A. Cypkos, A. H. JIsicenko. — ['omens: I'TY um. @. Ckopussl,
2012. - 48 c.

8. 'opbynosa B. H. BBenenne B MONEKyYJISIpHYIO TUATHOCTHKY U
TeHOTEPAINIo HaCIeICTBEeHHBIX 3aboneannii / B. H. I'opOyHoBa,
B. C. bapanos. — CI16: CnenmansHast mutepatypa, 1997. — 287 c.

9. Jlebeow T. JI. MonekysIpHO-TeHETUIECKOS THITUPOBAHUE I10-
mumopdusmoB. CO6. meroxa. pek. / T.JI. Jle6ens, I1. M. Jlazapes,
N. H. T'efiuyk. — [Tunck: Ilonecl'Y, 2011. — 72 c.

10. Manuamuc T. MonekynspHoe kinonupoanue / T. MaHua-
tuc, 3. @puy, J{. CamOpyk, — Mocksa: Mup, 1984. — C. 186-196.

11. MytoBun I'. P. Knnandeckast reHetnka. ['eHOMEKa u TIpo-
TEOMHKA HACJIEJICTBEHHOH MaTOJIOTHH : y4e0. mocobme. — 3-€ u3a. —
Mockpa: I'D0OTAP-Menua, 2010. — 832 c.

12. Tly3wipes B. I1., [laTonoruueckas aHaTOMHsI TeHOMa YeIIOBeE-
ka / B. I1. Ily3sipes, B. A. CrenanoB — HoBocubupck : Hayka, 1997.—
224 c.

13. ®orens @. 'enernka yemoseka: B 3-x T. / @. Dorens, A. Mo-
Tyabcku. — Mocksa: Mup, 1990.

14. Korf, B. Human Genetics and Genomics / Bruce R. Korf. —
Blackwell Publishing, 2007. — 278 p.

15. Kresina T. An Introduction to Molecular Medicine and Gene
Therapy / Thomas F. Kresina. —Copyright by Wiley-Liss, INC.,
2001. — 394 p.

16. Lewis, Ricki. Human Genetics: concepts and applications /
Ricki Lewis. — 8th ed., — 2008. — 442 p.

17. Strachan, T. Human molecular genetics / Tom Strachan, An-
drew P. Read. — New York, Garland Science. — 4th ed. — 2011. —
704 p.
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3ansartue 4.
IMPOPUTIAKTUKA HACJIEI[CTBEHHOﬂ IATOJOI'nu

ILlenv 3anamus. 03HAKOMUTH CTYJICHTOB C MPHEMaMH M METO-
JIaMy TTpO(QMITIAaKTHKN HACIICICTBEHHBIX 3200 IeBaHII

[IpodmnakTika HacleICTBEHHOW MAaTOJOTMH M YMEHbIICHHE
«TCHETHYECKOT0 Ipy3a» B MOIMYJSLUH HPEACTaBIsIET COO0OW OAHY U3
BOKHEHIINX MEIUIMHCKUX M COLMAJIbHO-3KOHOMHYECKHUX 3ajad,
KOTOPBIE CTOSIT MEpPel] COBPEMEHHBIM OOLIECTBOM, HCIIBITHIBAIOLINIM
OTPOMHOE JaBJICHHE HEOJIArOMPHUSITHBIX SKOJIOTHYECKUX (PaKTOPOB.

[MpodunakTrka HACTIEICTBEHHBIX 3a00IEBaHUI MOXKET OBITH Hep-
euynoul (MIPEAYNPEXICHAE 3a4aTHI WIA POXKIACHUS OOJBHOTO MHIM-
BUZA) U 6mopuuHoi (pazHOOOpa3HbIE CITOCOOBI KOPPEKIMN MATOJIOTH-
YeCKoro reHotuna). Ha coBpeMEeHHOM 3Tarie pa3BUTHS METUIIMHCKOMN
TEHETUKH BO3MOKHOCTH BTOPUYHON MPOQUIAKTHKU HACIIEACTBEHHOM
MaTOJIOTUU (JIEYEHHUs] HACJICACTBEHHBIX 3a00JIeBaHMI) OrpaHUYEHBI,
[03TOMY Ha TEpBBIN IUIaH BBIXOAUT TMPENOTBpALECHHUE TOSIBICHUS
«TEHETUYECKI» OOJILHOTO MOTOMCTBA.

IIpedynpescoenue poricoenus 601bH020 unousuoa (TIEpBUIHAS
MpopUIAKTHKA) BKIIOYAET KOMIUIEKC MEPONPHUSITHH MO0 MpEeAoTBpa-
HICHUIO TIepeAay MaToJIOTHYECKOro reHa MM XPOMOCOMHOM MyTa-
LUH B PALY TOKOJICHHM:

— ycTpaHeHHe (AaKTOpPOB BO3HHMKHOBEHHS! HOBBIX MyTalMid —
9K01020-2eHemu4ecKutl no0X00 WM OXpaHa OKPYKAOIIEeH Cpebl;

— MEPUKOHLENINOHHAA NPO(UIaKTHKA BPOXKACHHBIX OONe3HEH
MyJbTH(AKTOPHATILHON Tpupoibl. OCHOBHOE MOJIOXKEHUE HEPUKOH-
HENIMOHHON MPOMUIAKTUKH — OEPEMEHHOCTh HE JIOJDKHA OBITh CITy-
YallHOM, OHA JOJI’KHA MIJIAHUPOBATHCS;

— MJIAaHUPOBAHHWE CEMbU HAa OCHOBE MEIUKO-TEHETHYECKOTO0 KOH-
cynetupoBanus (MI'K) HampaBieHo Ha orpaHUYECHHE TETOPOKICHIS
CpeJl HOCUTENEN MyTallui;

— UCKYCCTBEHHas] BHYTPUYTPOOHAsl 3ITUMHMHALMS aHOMAaJIbHOTO
SMOpHOHA M TMJIOJa C TOMOLIBIO TPOrpaMMBbl MPEHAaTaNbHOU (IOpo-
noBoi) muarHoctuku (IT/1). Ora ocHOBaHa Ha BEISBICHUH AYMOPHO-
HOB U IIJIOAOB, UMEIOUIUX I'€HHbIE, XPOMOCOMHbBIC 1 TCHOMHBIE MY-
tanuu w/unu BIIP. C 31oii nensio npumenseTcst o01ias nmporpamma
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IOpoAoBOTO 0OcienoBanms OepeMeHHBIX. [lo mporpamme mpeHa-
TaJbHON JMArHOCTUKHY MPUMEHSETCS 00s3aTenbHas TPHaIa METO/I0B:
VY3U nmnoga, CKpUHUHT Ha CHIBOPOTOYHBIE MAapKephl U MHBa3WBHAS
JUAarHOCTHKa C MOCICAYIONMM TeHETUUYECKUM AaHaIN30M KJIETOK
mwioga. C WX TMOMOIIBI0 MOXKHO C BBICOKOM TOYHOCTBIO ITOCTaBHTH
IUAarHO3 U TIPEJOTBPATHTh POXKACHNE OOIBHOTO pedeHKa ¢ aHOMallu-
smu pazButus (6570 % ciryuaeB), XpOMOCOMHBIMU CHHIPOMAaMH
(80-85 %) u MmoHoreHHBIME O0JIE3HIME (O0JIee 50 HO30I0THiA).

OcHogHbie 6udbl U Memoobl NPOPUIAKMUKU HACTEOCTN8EHHbIX
bonesnei.

— MEIUKO-TEeHETHYECKOe KOHCYJILTHPOBAHUE;

— IpeHaTallbHAs THarHOCTHKA;

— HEMHBAa3WBHBIC METOJIBI (ONpe/iesieHHe MapKepoB, PEKITNHNYC-
CKasi TMarHOCTHKA, YJIbTpa3BykoBoe mccienoBanue (Y3M), smektpo-
(ax0)xapauorpadus mioma);

— WHBa3WBHBIE METObI (AMHHOIEHTE3, ONOTICHS XOPHUOHA, BHYT-
puyTpoOHas Tepanusi U XUPYprusl oA, KOPAOLCHTE3, IPEUMITIaH-
TAI[MOHHAS TUAaTrHOCTHKA);

— IMarHOCTHKA T€TEPO3UTOTHBIX COCTOSHUMH;

— UCKYCCTBEHHOE OCEMEHEHHE CTIEPMO JOHOPA.

Pannaa ouacnocmuxka u KoppeKuyus namojoZuiecKkozo 2eHo-
muna (6mopoe nanpagienue) — BAXXHEUIINHN 3Tan B Mpeaynpexie-
HUM TSDKENBIX OCIOKHEHHH U (pOpMUpPOBAHUS WHBATUANZUPYIOIINX
pacCTpONCTB y neTel. BrlaenstoT nBa IyTH BBISIBICHUS HAaCIEN-
CTBEHHOH MATOJIOTUH Yy HOBOPOXIEHHBIX — 3TO JINOO MaccoBoe (To-
TaNbHOE), JHOO CEeNEeKTUBHOE (BBIOOPOYHOE) «IPOCEUBAHME» I0-
CTYIHOTO OMOJIOrHYECKOTO MaTepuaa, B3siTOro OT HOBOPOXK/ICHHBIX,
C TICJTBIO MOJICKYJIAPHO-TEHETHICCKON MM OMOXMMHIYECKON JTHarHO-
CTHKH HauboJjee pacipOCTpaHEeHHBIX MOHOTEHHBIX Oone3Heil. Ckpu-
HUHZ HOBOPONCOEHHBIX — 3TO MAcCOBOE OOCIIEIOBAHNE BCEX POJMB-
IIMXCS J)KUBBIMU JIETeH C MOMOIIBIO CIIEIHAIBHBIX JTab0opaToOpHBIX
TECTOB JUISl BBISABJICHHS HEKOTOPBIX TSKENBIX HACIEICTBEHHBIX 00-
JIe3HeW A0 pa3BUTHA KIMHUYECKOW KapTUHBI 32a00IeBaHusl.

Maccosbiti ckpunune — 00CIeOBaHIE OONBINX NETCKUX KOHTHH-
T€HTOB Ha BBISBJICHHE HACIIEACTBEHHBIX OOIe3HelH HE3aBUCUMO OT I10J1a,
BO3pacTa, yKa3aHud Ha 3a0oseBaeMocTh U T. A. IIpoBoauTcs yamie Ha
HaCJIeICTBEHHBIE 00JIe3HN 0OMEHA BEIIECTB Y HOBOPOK/ICHHBIX.
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CenekmusHulli  ckpunune — 00CITemOoBaHHE OOJIBHBIX IETEH
C OTIPEICIICHHON KIIMHUYECKOH CHMITTOMATHKOHN (Hampumep, Cpeau
JeTell ¢ yMCTBEHHOM OTCTaJIOCThIO) Ha HACIIEICTBEHHBIC OOJIE3HU.

OcHogHble Ycno8us nPo8eoeHUs: CKPUHUPYIOUUX NPOSPAMM.:

— 3a00JIeBaHMe BCTPEYACTCS B IMOMYJISIMH C BBICOKOM 4acTOTON
(1:10000 HOBOPOXACHHBIX B O0JIEE);

— 0e3 JedyeHus: TaHHOE 3a00JIeBaHUE MMPUBOIUT K PE3KOMY CHU-
KEHHUIO TPYJO- U )KN3HECIIOCOOHOCTH;

— CyIIECTBYIOT 3(p(pEeKTUBHBIE METOMBI JICUCHHS;

— pa3paboraH 3 HEeKTHBHBIN MPOCEUBAIOLIUI TECT;

— Iporpamma J0KHa ObITh 3KOHOMHYECKH BBITOTHOM.

Cnucok ckpunupyemvix 3abonesanuil exuodaem: GEHUIKETOHY-
pHIO, BPOXKIEHHBIH THIIOTUPEO3, TaJJAKTO3EMHIO, aJPCHOTESHUTANb-
HBI CHUHIPOM, MYKOBHCLHJ03. B HEKOTOpBIX CTpaHax CKPUHHHT
BrurrouaeT 30 hopMm HacneayembIx Oone3Hel oOMeHa.

Pannssa ouaenocmuxa u Koppexyuss namonocuiecko2o eHomuna
(mepanus) exmouaem TAKKe KOMIUIEKC MEPOIPHUSTHIA, CIIOCOOCTBY-
IOLIMX NPEAYNPEKICHUIO PA3BUTUSI CUMIITOMOB M OCJIOKHEHHUH 00-
JIE3HH, CHIKEHHIO €€ TSHKECTH; ATHOJIOTMYECKHH (DakTop IpU 3TOM
HEC YCTPAHACTCA. B uucne IMOJAX0J0B 3TOI'0 HallpaBJICHHUA BBIACIAIOT:

— npo(MITaKTUYEeCKOEe TIATOTEHETUYECKOE JICUEHHE BKIIOYAET
OrpaHHuYEHHE

HJIN UCKJITIOYCHHUE OIPCACIICHHBIX BCIICCTB U3 pallMOHA IIMTAaHUA,
HarpuMmep, Mpu rajgakrozemuu, ructuguaemun, OKY u nenuakum;
noOaBiieHHE ONpeneNeHHbIX BellecTB K panuoHy nutanus (AI'C);
BO3MEILEHNE HECUHTE3UPYEMbIX OPIraHU3MOM BEIECTB (TeMOpHIIHs,
caxapHbIil 1uaber);

— YCTpaHEeHHe YCIIOBHU W (AaKTOPOB, CHOCOOCTBYIOIIHUX 3KC-
MPECCHH IAaTOJOrMYECKOr0 TeHa (meuuuT IIoKo30-6-pocdate-
THPOTEHAa3bl);

— HaITpaBJICHHAs! KOPPEKIIUS TATOJIOTMYECKOTO TeHa C IIOMOIIIBIO
TeHOTEPAaInH.

Meaunko-reHeTu4ecKoe KOHCYJIbTUPOBAHUE

l'eHeTnueckoe KOHCYJNBTUPOBAHUE MPECTABIsIET cO0OM Tpo-
LeCC, CBSI3aHHBIA C PEIICHHEM MpOoOJieM OTHOCHUTEIBHO TMOSBICHUS
WM PUCKA TIOSIBIICHHS HACIIEICTBEHHBIX OOJIE3HEH B cEMbe

3aoauu meouKko-2eHemuuecK020 KOHCYbMUPOGAHUA:

— YCTaHOBJICHUE TOYHOTO IMarHO3a HACJIEICTBEHHOI 1aTOJIOIHY;
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— OTIpe/ieIeHre TUIA HACIEOBAHUS TOTO 3a00JIeBaHHS B JaH-
HOH ceMbe;

— pacueT BeJIMYHHBI PHCKa TIOBTOPEHUS 3a00JICBaHHS B CEMBE;

— O0BsICHEHHE CMBICIIa MEIUKO-TeHETHUECKOTO MPOTrHO3a 00pa-
THUBIITUMCS;

— IpeHaTanbHas  (IOpomoOBas) AMArHOCTHKA  BPOXKACHHBIX
W HACJEJCTBEHHBIX 3a00JIeBaHUI pPa3IMYHBIMH MeTonaMH (yJIbTpa-
3BYKOBBIMH, IUTOTEHETHYECKUMH, OMOXUMHYECKUMHU, MOJIEKYIISIPHO-
TCHETHICCKUMHU ).

Ilo6éooom oOna medukKo-zeHemuueckozo KOHCYIbMUPOCAHUS
Mozym Obimb:

— poxeHne pedeHKa ¢ BpOXKICHHBIMU TTOPOKAMH PA3BUTHS, YM-
CTBEHHOH U (M3MYECKOU OTCTAJIOCTBIO, CIICMIOTOM, MIIyXOTOH, CYI0-
poramu u 1p.;

— CIIOHTaHHBIE a00PTHI, MEPTBOPOKICHHS,

— OMTM3KOPOACTBEHHBIE OpaKH;

— HeOJIaroMoIyYHOE TeUCHHE OEPEMEHHOCTH;

— paboTa CyIpyroB Ha BpEIHOM IPOU3BOJICTBE;

— HECOBMECTUMOCTH CYIIPYTOB TIO pe3yc-(paKTopy;

— BO3PACT >KEHIIUHBI cTapiie 35 neT, a Myx4uHbl — 40 jer.

Meouko-zenemuyuecko2o0  KOHCYTbMUpOGAHUE  GKIIOYAEm
4 3mana: nuarHo3, NPOTHO3 (OIIEHKA TEHETHIECKOTO PHCKA), 3aKITIO-
YCHUE U COBET.

Jns xopomro u3yueHHBIX OonesHel (Hampumep, cuHapom Jlay-
Ha) TUAarHo3 MOXXeT OBbITh YCTaHOBIIEH elle Mepe]| HaIllpaBIIEHUEM
B KOHCYNbTauuto. Yae jxe auaruo3 He siceH. OCHOBHOM MeTO[ Ana-
THOCTUKHM — FeHeaJlornYeckuil. B nepByro oyepeab OH UCIOJIb3YETCS
OTHOCHUTEIILHO CYNpPYra, B POJOCIOBHOW KOTOPOTO MMENach HACHE-
CTBEHHas matojorus. B Oonee clI0XKHBIX clydasx (HampuUMep, POX-
neHne pedeHka ¢ MHO)KECTBEHHBIMU TIOPOKAMH Pa3BUTHS) TPaBUIIb-
HBIA JAUAarHo3 MOXKET OBITh ITOCTABJIEH JIMIIb IIpu HCIIOJIb30BaHNU
CHELUAIBHBIX METOJOB MCCIIEAOBaHMS (IUTOTCHETUIECKHUI, MOJIEKY-
JSIpHO-TEHeTHYeCKuld, Onoxumudeckuid). B mponecce nuarHoCTUKH
HEpPEAKO HEOOXOMMO MTPOBECTH 00CIIEIOBAaHNE HE TOJIBKO MAIlUCHTA,
HO U IPYTUX WICHOB CEMBH.

T'enemuueckuii puck — 3TO BEPOSTHOCTH IMOSIBJICHUS OTpere-
JICHHOW aHOMAaJHMH y OOpaTHUBIIETOCS WM €ro MOTOMKOB, WU TIO-
BTOPHOT'O PUCKa POXKICHHS 00JILHOrO peOeHKa.
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TI'enetnueckuii puck g0 5 % pacrieHUBaeTCs Kak HU3KUH, HE SB-
JISFOLTUICS TPOTHUBOIOKA3aHUEM K TPOJOIDKEHHIO JIETOPOXKICHUS
B JJAHHOU CEMbE.

Puck ot 6 no 20 % — cpeanwmii, ¥ B 3TOM ClIy4ae PEKOMCHIAIIUU
OTHOCHTEHHO NATbHEUIINX OEpeMEHHOCTEH 3aBHCST HE TOJIBKO OT
BEIIMYMHBI PUCKA, HO W OT THKECTH METUIIMHCKUX U COIHATBHBIX
MOCJECTBUN JaHHOTO 3a00JIeBaHMA, a TAKKE OT BOBMOKHOCTH TIpe-
HaTaJbHOU THarHOCTUKU

I'enernueckwnii puck 6ombire 20 % — Beicokuid. [lpu oTcyTcTBHH
METOA0B HpeHaTaJ’IBHOﬁ JAUariHoCTHUKU COOTBGTCTBYIOIHCﬁ 1aToJOTrun
JaybHeNIIee AeTOPOKIeHUE B JaHHOI ceMbe He pEKOMEHYeTCs

IIpenamanvHulii CKpUHUHZ — VCCIEOBAHUS, TIPOBOANMEIE Oe-
PEMCHHBIM KCHIIUHAM C LEJIbIO BBIABJICHHUA I'PYIIIT PUCKA OCJIOXKHEC-
Hult 6epemeHHOCTH. COBpEMEHHbBIE METOABI MPEHATAIBHON JHUarHo-
CTHKH HAaCJEICTBEHHBIX 3a00JIEBaHUI BKIIOYAIOT: HEUHBA3UBHbBIE
Memoobl — OMOXMMUYECKU CKPUHHHT; YIIbTPa3ByKOBOE HCCIIEI0BA-
nue miona (Y3W) u uneasusnvie — amauonenTes (pOKOI MIOAHOTO
ITy3BIPS JIJIS1 TIOJYYECHUST OKOJIOTIIIOTHOW KHUIKOCTH); OMOTICHS XOpH-
OHa W TUIANEHTHI; KOPJIOIIEHTe3 (B3SATHE KPOBU M3 MYMIOBUHBI); (heTo-
ckomus (BBEJCHUE 30Ha K OCMOTP IIJI0/IA).

Htorom Omoxumuyeckoro ckpuauHra u Y3U sBisiercs otbop
OepeMeHHBIX BBICOKOTO PHICKa POXJICHUS NeTeil ¢ nedeKkramu 3a-
KpBITUSI HEPBHOW TPYOKH M C XPOMOCOMHBIMH OOJIE3HSIMHU IUIOJA.
Takum 6epeMeHHBIM HeO6XOIII/IMa HWHBa3HMBHaA AUArHOCTHUKA.

WHBazuBHBIE METOABI MPEHATAIBHON NUArHOCTUKU — 3TO BHYT-
pUMaTOYHbIE BMEIIATENBCTBA B ONEPALMOHHBIX YCIOBHSIX C LIEJBIO
MOJTy4eHHs TUTOAHOTO MaTepuasia Ui MPOBEIEHUS CIeIHaIn3upo-
BaHHBIX aHAJIM30B. BIOOp MHBAa3WBHOTO METO/a ONPEAEISIETCS] CPO-
KOM OepeMEHHOCTH, MOKa3aHUSAMH K €ro MpOBEIEHHIO, COMYTCTBY-
IOIUMH 3a00JIEBaHUSIMHI MaTepH, a Takke — KBanu(pukanuen Bpaya,
MPOU3BOJIsAIEro 3a0op Martepuana. Ecnu B pesynbTare mpeHaTalb-
HOW JAMarHOCTHKH{ BBIABISIFOT MATOJIOTHIO IUTOJA, HE IOAJAIOIIYIOCS
BHYTPUYTPOOHOH MM NMOCTHATAJIILHOW Tepamnuu, OEpeMeHHOCTh MO-
JKET OBITh IPEepBaHa.

Monekynapno-cenemuueckue Memoovl NPeHAMAIbHOU Oua-
2nocmuxu. V3 6onee 6000 3a00eBanuii, U3BECTHBIX HA CErOIHAIII-
HUU JI€Hb, H0J 3a00JIeBaHUH, 3aCTyKHBAIONTUX MTPEHATAILHON Tra-
THOCTHKH, cocTaBisieT He Oojee 1%. Bomblnas 4yacTh IaTOJOTHH,
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TpeOyIoIIe ITOpOJOBOTO AWArHO3a, — 3TO CPaBHUTEIHHO YacCThIE
U TsDKeTble OO0JIe3HH, K KOTOPBIM OTHOCSTCS MYKOBHCITHIO3, MHO-
nuctpodus JiomieHHa, CHHIPOM JIOMKOH X-XpOMOCOMBI, TeMo(u-
st A, peHUIIKeTOHYpHsl, TOJTUKHUCTO3 MoYeK U Ap. OHU BBIABIISIOTCS
C TIOMOTIBI0 MOJIEKYJIIPHO-TE€HETHIECKUX METOJIOB.

OddexruBHocts JJHK-mmarnoctrku y 1mmoma B 3HAUYMTENBHOM
Mepe OIpeaemnseTcs:

— TOYHOCTBIO KJIMHUYECKOTO TMArHO3a: TaK KaK MOJIEKYIISIpHAs [TU-
arHOCTHKa TIPOBOJAWTCS HA YPOBHE WHIMBHAYAIBHBIX TeHOB. OTCyT-
CTBHE TOYHOTO KIMHWYECKOTO AMAarHo3a MOHOTEHHOTO 3a00JeBHHS,
JieNaet, o CyTH, HEBO3MOXKHBIM MPUMEHEHHE MOJICKYJISIPHBIX METOJIOB;

— CBOEBPEMEHHBIM 00CIIeIOBAHHUEM CEMBH BBICOKOTO PHCKa MO-
JEKYJSIPHBIMU METOJIaMH, OTpeIeIeHIUEe HHINBHIYANbHBIX MyTaluH,
KOTOpOE B JAIbHEHIIIEM MO3BOJIUT MPOBECTH KAaYEeCTBEHHYIO IMpeHa-
TaNbHYIO THATHOCTHUKY.

B cirydae BBICOKOTO pHCKa POXACHHS OOMBHOTO peOeHKa JKeH-
IIMHE MOXKET OBITh PEKOMEHJOBAHO IpephIBaHHE OEPEMEHHOCTH,
OJTHAKO OKOHYATEIhHOE pEIICHHE O COXPAaHEHHWU WJIH TPEepPhIBAHUN
OepeMEeHHOCTH BCET/Ia OCTAETCS MPEPOTaTUBOM CaMO MAI[EHTKH.

Cuuraercst, yro He Oonee 5—10 % nereit ¢ BpOXKICHHBIMY ITOPOKa-
MU Pa3BUTUSL POXKIAIOTCS B CEMBSX «TPYIIBI pucka», a 90-95 u3
100 Takux nereit poXKAAIOTCS B CEMbSIX, B KOTOPBIX HE OBLIO OCHOBAaHHI
o0pamaTbecsi B MEIMKO-TeHETHYEeCKHe KaOMHEThl U KOHCYbTaluu. [1o-
3TOMY CYIIECTBEHHOE CHW)KEHHE YacTOThI TIOPOKOB Pa3BUTHSI MOXKET
OBITh JTOCTUTHYTO IUIIL TPH MAacCOBOM OCMOTpE BceX OepeMeHHBIX
C TIOMOILBIO0 HanboJiee MpoCcThIX TecToB: Y3, onpeneneHust OMOXUMU-
YeCKHX TOoKa3aTeled W JPYruxX HecTenu(pHIecKUX MoKa3aTeseH, CB-
3aHHBIX C (PYHKIIMOHUPOBAHUEM BHYTPUYTPOOHOTO IIO/IA.

Cornamasch Ha NPOBEACHWE WHBA3HMBHOM NpeHATAILHOW AHa-
THOCTHKH, JKCHIIMHA JIOJDKHA YYHUTBHIBATH PUCKH, KOTOPBIE MOTYT
COIIPOBOX/IAaTh JIaHHBIE Tpoleaypsl. Hawnbonee 3HauYWTENbHBIC
OCJIO)KHEHHSI: CAMOIIPOM3BOJIBHOE MIPEPhIBAaHNE OEPEMEHHOCTH TIOCIIE
MPOBEIEHHs MPOLEAYPHI, OTCIOMKA TUIALEHTHI, KpoBoTeueHue. On-
HAKO €CITM JKCHIIMHA COTJIACUTCS Ha TPOBEJCHUE MPOIETYPHI, TO
MOJYYHUT OTBET HAa BOMPOC, 37I0POB ee Oyaymuii peOeHOK WM HET.
WU B caydae, ecnu maroyorusi Iuiofa MOATBEPOUTCS, Y Hee Oyner
BpEMS B BO3MOXKHOCTb CZeNIaTh OCO3HAHHBIHN BBEIOOD.

150



HpaKanecxue 3alaHusl U YKa3aHUA 110 UX BBINNOJIHCHUIO

3aoanue 1. PermieHue reHeTHYeCKUX 3a1a4

Llenv pabomul. HAyYUThCS pellaTh CUTYAIIOHHbIE 3a1adu, MO-
JENMPYIOLINE MPAaKTUYECKHE BONPOCHl MEIUKO-TEHETUUECKOTO KOH-
CYJBTUPOBAHHUA.

Obopyodosarue, npubopel u mamepuaisl: CATYaIlIOHHBIEC 3aja-
YH, CXEMBI POJIOCIOBHBIX.

IIposeoenue pabomot:

1. ITerp u ero ceia UBan GonpHBI Temodmmeii. XKena [letpa Oe-
pemenHa. Omnacasich, 9TO y He€ POAUTCS ChIH-TeMO(HINK, OHA 00pa-
TUJach B MEIUKO-TEHETUYECKHH IEHTp C LEJbI0 OMNPEAeTUTh MO
BHYTPUYTPOOHOTO IJIOJA U NIPEpBaTh OEPEMEHHOCTD, €CIIH BBISICHUT-
Csl, UTO IUIOX MY’KCKoro nomna. OgHako, nodeceoBaB ¢ HEIO, BB pe-
KOMEHJIOBaIM € cpa3y IpepBaTb OEpeMEHHOCTb, HE TPOBOAS aM-
HuoneHreza. OObSICHUTE, TIOYEMY BBI CHIEIAIH TAKOE 3aKIIOYCHHE.

2. Cunapom Ban gep Xese (romy0ast okpacka CKIep, JIOMKOCTb
KOCTEeH, IIyX0Ta) UMEET ayTOCOMHO-TOMHUHAHTHBIA THI HacJel0Ba-
Hus. [leHeTpaHTHOCTh 3THUX MPHU3HAKOB M3MeHYMBa. llo maHHBIM
K. lrepna (1965), oHa cocTaBiseT aisl MPU3HAKA TOIYOBIX CKIEp
moutu 100 %, mns momku kocreid — 63 %, mus riyxotrel — 60 %.
MyX4unHa, UMEIOIIUI roy0ol IBET CKIIEp, HOPMaJbHBIN B OTHOIIIE-
HUM JIByX APYTHX MPHU3HAKOB, BCTYNWI B OpaK cO 30POBOH JKEHILU-
HOH, B pOJOCIOBHON KOTOpPOH ciiyuaeB cuHapoma Ban nep Xese He
BCcTpedasioch. KakoBa BEpOSITHOCTH POXKICHHS B OTOW CeMbE JETEH
C IPU3HAKOM JIOMKOCTH KOCTEH, €CIM HM3BECTHO, YTO OTeI[ MyXKa
“MeIn JaHHbI cuHApoM. Kakoil coBeT BBl AaguTe 3TOH CEMbE OTHO-
CUTENTFHO JETOPOXKACHNUS?

3. T'ensl, onpexpensione cuHTe3 pe3yc-hakropa u Gopmy 3puT-
POLIMTOB, HAXOJATCS B OJTHOM ayTOCOME Ha pacCTOSHUM 3 MOpPTraHUI.
XKenuaa mony4yuia oT OTHA AOMHHAaHTHBIA reH pesyc-¢aktopa D
Y JOMUHAHTHBIM TeH FE, ONpeaeNsiomuil 3JUIMITHIECKYI0 (GopMy
SPUTPOLUTOB, @ OT MaTepu — pPELECCUBHBIE TEHBI pe3yc-OTpHUIa-
TenpHOCTH 0 M HOpManbHO# (hOopMBI SpUTpOIUTOB €. MyX pesyc-
OTpULIA-TEJIbHBI U UMEET 3PUTPOLUTHI HOpMasIbHOH (opmbl. Ompe-
JIeJIUTE BEPOSITHOCTh POXKAEHUs peOeHKa (PEeHOTUIIMUYECKH CXOAHOTO
10 3TUM MPHU3HAKaM C OTIOM.
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4. 3mopoBas JKEHINMWHA, MaTh KOTOPOH ObLIa IadbTOHHKOM,
a oTell cTpagall reMod el (TeHBI JIOKATH30BaHbl B X-XpOMOCOME),
BBIIIUIA 3aMYX 32 3J0POBOro MyxKunHy. Ompenenure, KakoBa Bepo-
STHOCTb POKACHUS B 3TOH ceMbe (PEHOTHUMHU-YECKH 3JO0POBOTO pe-
OcHKa; ChIHA, CTPAJIAIOIIETO IBYMs 3a00JIEeBAaHUSMHU OJHOBPEMEHHO.

5. Orenr cTpamaeT OTHOBPEMEHHO TeModwined M JalbTOHU3-
MOM. MOXET JIU €ro ChIH MOJYyYUTh TOJIBKO OJUH U3 ATHX MaTOJOTH-
YECKUX TeHOB?

6. Tpu rena xommnekca HLA, o6o3nauennsie B, C u 4, koqau-
PYIOT QHTUTCHBI T'MCTOCOBMECTHUMOCTH. Ka)KI[I)II\/'I T'CH BCTPCHACTCA
B HECKOJIBKHX aJjieNbHbIX (popmax. [Ipennonokum, 4To >KEHIIMHA
U €¢ MY UMCIOT CJEYIOIINE MeHOTHITbI, COOTBETCTBEHHO aHTUTCH-
OTIPEIEIISIONINM TeHaM:

B2C1A2 u B4C344
BIC241 B3C4A43

a) onpejeiuTe BO3MOXKHBIC TCHOTHIIBI JETEH, HE YYUTHIBAS
KPOCCHHTOBED;

0) OyayT JeTH TPUHMMATh WM OTTOPTaTh TKAHU KAXKJIOTO U3
poaurenei?

7. B ceMbe umMeeTcs peOeHOK ¢ 0osie3Hbt0 JlayHa, 00yCIIOBICHHOM
TpaHciokanuen 21 xpomocombl Ha 13. Takast sxe MyTtaiusi 0OHapy-
JKEHA y 3I0POBOTO B 3TOM OTHOIICHHH OTIA PeOCHKA. Y JKEHIIUHBI
(Matepu peOenka) — HoBasi GepeMeHHOCTh. Omacasich MOBTOPHOTO
poxeHust 00IBFHOTO peOeHKa B ceMbe, OHA 00paTHIach B MEIUKO-
TCHETHUYECKYIO KOHCYIbTanuio. ClenaiTe 3aKIroueHe 0 BO3MOXKHOM
MATOJIOTUH TLIOJA.

8. Kenmune 39 ner. Ona 6epemenHa. B chIBOpOTKEe KpOBH ATOMH
XKEHIIMHBI 00HAPYKEHO pPEe3KOe CHIDKEHHE 0-(EeTONpPOTEHHA, TOTIa
KaK ypOBEHb XOPHOHUYECKOr0 TOHAaJOTPONHHA MoBbIeH. CaenaiTe
3aKITI0YEHUE O BO3ZMOXHOM MaTOJIOTHH IIJI0/IA.

3aoanue 2. IlpuHIMNBI pacyeTa reHeTHYECKOT0 pucKa

1. MyxuuHa, KOTOpBIA cTpagaeT Heipodubpomaro3om, oOpa-
TWICS B KOHCYJNBTAalMIO 3a MPOTHO30M sl Oyaymiero peOeHKa
(puc. 1). 3BecTHO, uTO HEHPpOoHHUOPOMATO3 AyTOCOMHO-IOMHUHAHTHOE
3aboneBaHue ¢ reHeTpaHTHOCTHIO paBHOW 8/10 (80 %). Ha ocHoBa-
HUU ITHX JaHHBIX U aHalM3a POJOCIOBHOM paccuMTaiiTe reHeThde-
CKHUI PUCK Pa3BUTHS TAHHOH MATOJIOTHH Y TOTOMKA OOIBHOTO.
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Puc. 1. @paemenm podocnosnou ¢ Helpobubpomamo3om

2. YCIIOBHBIM ayTOCOMHO-PEIIECCUBHBIN TeH XapaKTepU3yeT 3a00-
neBanue. Yacrora storo rena B nonymsauuu 0,01. Paccuuraiite BeposiT-
HOCTB POXKAEHHUS OOJIBHOTO pedeHKa:

a) B TIOMYJISIIIMHU B LIEJIOM;

0) ecriu B Opake BCTPETATCA JBOIOPOIHBIC OpaT U cecTpa.

3aoanue 3. Jlalite onpenejieHue NOHATHAM U TEPMHUHAM
amuuoyenmes I enemuueckuti puck  CKpuHUHE HOBOPOIICOEHHDIX
kopooyenmes  IlIpenamanvHolil
gemockonus CKPUHUH

Pexomendyemasn numepamypa

1. bouxos H. I1. Knuanueckas reneruka: yueonuk / H. I1. bou-
koB, B. I1. Ily3sipeB, C. A. Cmupauxuna; nop pe. H. I1. boukosa. —
4-e u3n. — Mocksa: Hayka, 2011. — 592 c.

2. Usanoe B. U. I'enetuka: yaeOHuK. — Mocksa: UKIL] «Axkane-
MkHHTaY, 2007. — 638 c.

3. Kosnosa C. M. HacnenacTBeHHbIE CHHAPOMBI W MEIUKO-
reHetndeckoe koncyabTupoBanue / C. U. Kosnosa, H. C. Jlemukoga,
E. CemanoBa, O. E. brunnaukoBa. — Mocksa: [Ipaktuka, 1996. — 416 c.

4. Mepghu 3. A. OCHOBBI METUKO-TEHETUIECKOTO KOHCYIBFTHPOBA-
Hus / O. A. Mepom, I'. A. Yeiis. — Mocksa: Menuiuna, 1979. — 398 c.
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5. Mymosun I P. Knuandeckas reHeTtwka. |'eHOMHKa W TIpo-
TEOMHKA HACJIEJICTBCHHOM MATOJIOTHH : yueOHoe mmocodue. — 3-¢ U3, —
Mocksa: ' 90TAP-Menna, 2010. — 832 c.

6. Korf B. Human Genetics and Genomics. — Blackwell Publish-
ing, 2007. — 278 p.

7. Lewis Ricki. Human Genetics: concepts and applications /
Ricki Lewis — 8th ed., — 2008. — 442 p.
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