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AKTYAJBHOCTD ITPOBJIEMbBI

B Pecny6nuke benapych exeronno poxkaaercst cBbime 3500 mereit c
BPOXKJICHHBIMA W HACJICICTBEHHBIMU 3a00JeBaHUSIMU. YacTh JIeTell ymMupaeT
B paHHEM BO3pacTe, OOJBITMHCTBO W3 OCTABIIMXCS B JKUBBIX SIBIISIOTCS
VHBAJIMJIAMU C JETCTBA. bosiee MOJOBUHBI W3 HUX HMMEIOT BBIPAKECHHBIC
OTKJIOHEHHUS B pa3BUTUHU, MPENATCTBYIOIIME  OOYYEHHUIO, MPaBUILHOMY
MPOU3HOUIEHUIO PEYH, CAMOCTOATEIIBHOMY MEPEABUKEHHUIO U aJICKBATHOMY
noBeAeHuto. CpeaHsisi MPoI0JKUTEILHOCTD )KU3HU OOJBHBIX C  BPOXKIACHHOU
Y HACJICJICTBEHHOM MATOJOTHEN HUXKE, YEM B IOIYJSILUU. Y CTAHOBJIEHO, YTO
50— 60 % caMOmpPOU3BOJIBHBIX BHIKUABIIICH B paHHUE CPOKU OEPEeMEHHOCTH,
50-70% BpoXx)ACHHOM TITYXOTHI U cAenoThl, 10 80 % YMCTBEHHOU OTCTAIOCTH
00yCIJIOBIIEHBI HACJIE/ICTBEHHBIMU  (haKTOpamu.

[IpoOneMa BpOXJIEHHONW M HACIEICTBEHHONW NATOJIOTMH  SIBJISICTCS
aKTyaJIbHOW HE TOJIBKO C MEAUIIMHCKOMN TOUKH 3peHHsi. OHA HETaTUBHO BIIUSET
Ha JeMOrpauyecKyl0 CHUTyallMi0 B CTpaHe, a TakKe HMEEeT OO0JbIIoe
COIMAJIbHO—KOHOMHUYECKOE 3HAUYEHHE B CBSI3M C HETPYJAOCHOCOOHOCTHIO
OOJIbHBIX TSKEJIBIMU HACJICACTBEHHBIMH 3a00JICBAHUSIMU UM HE3aHSATOCTHIO B
IPOU3BOJICTBE JIMIl, OCYIIECTBISIOMMX yXoAa 3a HumH. CoriacHo
3aKOHOAATEIbCTBY, JETU—MHBAJIU/IBI C BPOKICHHBIMH U HACJIEJICTBEHHBIMU
3a0071€BaHUSIMU HaxXoJsATCS MOJ COLUMAIBHOM 3alllMTOM TroCyAapcTBa.
Pazpabotanbl  HOpMATHBHBIE  aKThl, PEMVIAMEHTUPYIOLIWE  MOPSAIOK
MPEIOCTABJICHUS 3TOW KAaTErOPUU HACEJIEHUS JIbIOT U JICHEKHBIX BBIIJIAT B
BUAC COLMAJIbHBIX TIICHCHH, IIOCOOMH, CKEMECSYHBIX KOMIICHCAI[HUH.
CrnenoBaTenbHO, TpoOiemMa BPOXKICHHOM M HACIEACTBEHHOW MaTOJOTUU
MMEET Ha CETOJHSIIHUMN JIEHb TOCYJIAPCTBEHHBIN XapakTep.

B HacTosiee Bpems CylIeCTBYET peajbHasi BO3MOXXHOCTb ONIPEAECICHUS
CTEMEHW PUCKA HACIEJICTBEHHBIX 3a00JIeBaHUN 10 TUIAHUPOBAHUS 3ayaTus.
Cembs JOJDKHa 3HaTb O HEOOXOIUMOCTHU MEINKO—TEHETUYECKOTO
KOHCYJbTUPOBAHUSl [0 IUJIJAHUPOBAaHHUS OEpEeMEHHOCTH. Bpau-reHeTuk
IpU3BaH OKa3aTh IMOMOIIb CYNPYXKECKOM MHape B NPUHATAHU PEUICHUS O
NeTOpOXkAeHUH. HOBbIE BO3MOXHOCTH MEIMIMHCKOM T€HETUKHU IO3BOJISIOT
IJIAHUPOBATh OEPEMEHHOCTh  JIaK€ TMPU BHICOKOM  PHUCKE  HEKOTOPBIX
TSDKEJIBIX HACJIEACTBEHHBIX 3a001eBanuil (cunapoM [ayHa, remodunus u ap.).
Ot 00JIE3HU MOTYT OBITh BBISIBJIEHBI COBPEMEHHBIMH METOJAMU JOPOJI0BOM
JAArHOCTUKU.  bepeMEeHHOCTh C corlacus >KCHUIMHBI MOKHO MpPEpBaTh,
MPEIOTBPATUB poxkaeHne peOCHKa C HEW3JICYMMOW HaCIEIACTBEHHOM
MaTOJIOTHUEH.

1. OBILIASI YACTbD



POJIb HACJIEACTBEHHOCTHU U CPEJIBI B ITATOJIOI'NA
YEJIOBEKA

Bcro maronoruio 4enoBeka MOXKHO MOAPA3ACTUTh HA TPU TPYIIIIBL:

1) HacneacTBeHHbIE OOJIC3HH, 2) Oone3HHM C HaCJIEACTBEHHOU
IPEAPACTIONIOKEHHOCTRIO; 3) HEHACIIEICTBEHHbIE OOJIC3HHU.

Hacneocmeennvle 001e3Hu BO3HUKAIOT B pPE3yJIbTaTe MYyTalUU
HACJICJACTBEHHBIX CTPYKTYp — XpomMocoM wiu TeHOB. COOTBETCTBEHHO
BBIJICISIIOT ~ XPOMOCOMHble U 2eHHble 0oe3Hy.  [IpudmHON TOSBICHHS
MyTallui SIBJSETCS JeHCTBUE MyTareHHbIX (hakTOpoB BHelIHeH cpenabl. Ho
IOCJIe TOrO KaK MyTalus BO3HHUKIIA, €€ MPOSBJICHUE HE 3aBUCUT OT CPEJpl.
BuemHsisi cpena MOXKET BIMSTH  JUIIb  HA BBIPAKEHHOCTb CHUMIITOMOB
00JIE3HU U TSKECTh €€ TCUCHUS.

bone3nu ¢ nacnedcmeennoil npeopacnoioNHceHHOCmblo He SBIISIOTCS
TUTIAYHO HACIEACTBEHHBIMU. OCHOBHOE OTJIMUME WX OT HACICACTBEHHBIX
00Jie3HE COCTOMT B TOM, YTO OHU MPOSBIAIOTCS TOJBKO IMOJ BIUSHUEM
daktopoB BHemrHed cpenbl. CregoBaTenbHO, OOJE3HM C HACIEICTBEHHOMN
IPEIPACIOIOKEHHOCTBIO SIBJISIOTCS PE3YyJIbTaTOM  COBMECTHOTO JEHCTBUSA
TCHETHYECKUX W CPEAOBBIX  (PaKTOpOB, TO3TOMY WX  HA3BIBAIOT
mynomugpaxmopuvimu  06one3namu. OHH  JETEPMUHUPYIOTCS HE OTHHUM, a
HECKOJBLKMMH  MYTaHTHBIMA TreHamu. IIpeapacmomaraer k&  0oJe3HH
onpeserneHHas KOMOMHAIUS TTATOJIOTMYECKUX T€HOB.

YenoBek, yHAClENOBaBIIMKA 3Ty KOMOWHAIIMIO, IIEPECTYIAET
onpeneneHHbd «opor puckay. C MoMeHTa poxaeHusi pedbeHka ¢GakTopbl
BHEIITHEH CPEJIbl OMPEACIIIOT, Pa30BbEeTCS Y HEro 3ab0jeBaHue WM HET, TO
€CTh JJIS TIPOSIBJICHHUS JIEUCTBHUS MYTAHTHBIX TE€HOB TpeOyeTcs (aKkTop WIn
KOMILIEKC (haKTOpOB BHEWIHEW cpedbl. /[ Toro ytoObl JaHHas OOJe3Hb
POSIBIIIACH Y JAPYTrOro 4jeHa CEMbH, OH JIOJDKEH YHACJeIOBaTh MOJOOHYIO
KOMOUWHAIIMI0O MYTaHTHBIX T€HOB. UeM oOTjalieHHee CTENeHb POJACTBA, TEM
MEHBIIIE BEPOSITHOCTh HACJIEAOBAHMS TAKOM K€ KOMOWHAIIMU TEHOB.

VYcranosneno, yto 6osnee 90 % xpoHudeckux OoJe3HEH uemoBeKa
SIBJISIFOTCST OOJIC3HSIMH C HACJIEJACTBEHHOM IMPEapacioioKeHHOCThI0. K HUM
OTHOCATCS apTepuaibHas THIIEPTEH3HsI, OpOHXHAIbHAS acTMa, UIIIEMUYCeCKast
0oJIe3Hb cepjilla, caxapHbli auabeT BTOPOrO THIA, S3BEHHas OOJe3Hb
KETyJKa U JTBEHAIIATUTICPCTHON KHUIIIKH, MU30(PPEHUS U JIp.

Henacneocmeennvie 001e3nu — TPaBMbl, OXOTH, OTMOPOXKCHHS,
HECYACTHBIC CIIy4an, MHPEKIIMOHHBIE Ooyie3HU. Onpenensionyo poib B UX
BO3HUKHOBEHUU HWTrParOT  (PaKkToOpbI BHEITHEH cpenpl. | eHeTHyeckas



KOHCTUTYIIMSI OpraHru3Ma MOXKET BIMATH TOJIBKO Ha TEYEHHE 3TUX OOJIe3HEH,
XapakTep OCJIOKHEHHU U HUCXOJ.

Jlanee B mocoOwm peyb TOWIET O HACICACTBCHHBIX OOJIC3HSX,
MPUYUHON KOTOPBIX SIBIISIFOTCS MyTallUU HACJIEICTBEHHBIX CTPYKTYP.

INOHATHUE O BPOXIEHHbBIX U HACJIEACTBEHHbBIX
BOJIE3HAX

YacToTa BpOKACHHON U HACJIEACTBEHHOW MAaTOJIOTUM B IONYJISIUA
COCTaBJISIET B cpeAHeM S5 % OT 4Yuciaa HOBOPOXKIAEHHBIX jaereid. [lonoBuny
3aHUMAIOT BPOXKIACHHBbIE OPOKU pa3BuThA. OOlllee YUCIO HACIEICTBEHHBIX
OoJne3Hel uyesroBeKa  MpeBblmaeT 4,5 ThiC. bBONBIIMHCTBO W3 HHX
00yCJIOBJIIEHO T€HHBIMH MYTAllUsIMHU, TO €CTh MOJIEKYJISIPHBIMH MU3MEHEHUSIMU
Ha ypoBHe JIHK. XpomocomHbIX cuHapoMoB onucano 0osee 600.

HacneactBeHHble 0071€3HU MOTYT MPOSIBISATHCA B JIHOOOM BO3pacTe, HO
yaie BCero — B JETCKOM. Bpoowcoennbimu cUUTaloTCa OO0JI€3HU, CHUMIITOMBI
KOTOPBIX OOHApPYKUBAIOTCS TpU poXxAeHUU peOeHka. CiiejoBaTeabHO, HE BCE
HacJIEJICTBEHHbIE OOJIE3HH SIBIISIIOTCA BPOXKACHHBIMH. B cBoro ouepenp,
BPOXJCHHBIE OOJIE3HM HE BCErja SIBIAIOTCS HacieacTBeHHbIMHU. Hanpumep,
BPOK/ICHHBIE MTOPOKH PA3BUTHS MOTYT OBITh OOYCIIOBJIEHBI HACJIEICTBEHHBIMU
Y HEHACIEeACTBEHHbIMU (hakTOopaMu. B mepBoM cilyyae BO3HUKHOBEHUE UX
CBA3aHO C MYTalUAMH XPOMOCOM WM T€HOB, BO BTOPOM — C BIIMSHUEM
HEOJAaronpusTHBIX (PAKTOPOB BHEIIHEW Cpenbl, HAPYIIAILIUX HOPMaJlbHOE
pa3BUTHE 3apoJiblliia (TepaTOreHHbIX (pakTopoB). HacneacTBeHHbIE CTPYKTYpPHI
KJIETKM  OCTAalOTCA IIPU 3TOM HENOBPEXKJIECHHBIMU. BpoKIeHHbIMHM, HO
HEHACJEACTBEHHBIMU  SIBJIIIOTCS.  BPOXKJIEHHBIM  cU(UIMC,  CHHIPOM
BPOXJCHHON KpPAacCHYXH, «alIKOTOJIbHBIM CHHAPOM IUIOAa» H Ap. Takum
00pa3oM, TEPMUHBI 8poJicOeHHble 0O0JIe3HU U HACNe0CmeEeHHble 00Ie3HU HE
SABJISIFOTCS] TOK1€CTBEHHBIMU.

BonbIIMHCTBO XpOMOCOMHBIX 0OJI€3HEH BBISBISETCS cpa3y Iocie
poxneHusa. Tak, BHEIIHUE TMPOSIBICHUS  CHHApoMa JlayHa HacCTOJIBKO
TUIIAYHBI, YTO JAMArHO3 MOXKET OBbITh MOCTAaBJIEH MNPU MEPBUYHOM OCMOTPE
pebenka B poawibHOM jgome. OaHako BO BceX ciaydasx TpeOyercs
UCCJIEIOBAHUE KapuoTuna s YCTaHOBJICHHUSI TOYHOI'O JTMarHo3a.
Hekotopeie XxpomocoMHbIE 00JIe3HH OOHApPYKHBAIOTCI B Oo0Jee MO3THEM
Bo3pacte. Cunapom KnaitHdentepa, o0ycIOBIEHHBIM yBETUYEHUEM YHCIa
X—XpOMOCOM Yy JIMI[ MY>KCKOTO IO0Ja, MPOSIBISETCS OOBIYHO B MEPUOA
MIOJIOBOTO CO3PEBAHMUS.



CuMnTOMBI  MOHOT€HHO  HaclleyeMbIX  OoJie3Hed, Hampumep,
HACJIEICTBEHHBIX OO0Je3Hel oOMEeHa BEIIECTB MOTYT BBISBISITHCS B
pa3iIryYHbIe IEPUOBI IETCTBA: B MEPBbIC MECSAIBI KU3HU ((HEHUIKETOHYPHUS),
BO BTOPOM TOJYTOANH KU3HU MOCIIE BBEJCHHUS B PAIlMOH MUTAHUS 371aKOBBIX
Kam (Tlenuakusi, Wid OOJIe3Hb HEMEePEHOCHMOCTH 3J1aKOB),  Ha BTOPOM—
TPETbeM  ToJlaX JKW3HH (HEKOTOpBIC HACJEICTBEHHBIC PaXHUTONOI0OHBIC
3abonieBanus). OTneiapbHBIC HACIEACTBEHHBIC O0OJIe3HHU, OOYCIOBICHHBIC
MYTallUSIMH T€HOB, MPOSBISIOTCS B 3pEJIOM U MOKUJIOM BO3pacTe, HalpUMep,
6o1e3up Anblreitmepa, 6o1e3us [lapkuHcoHa (IpoxKaTeNbHBIN Mapainy).

YcranoBieHo, uTo 25 % TeHHBIX 00JIe3HEH U MOYTH BCE XPOMOCOMHBIE
0o7e3Hu  POPMHUPYIOTCS BHYTPUYTPOOHO W TPOSIBISIOTCS TPU POXKICHUH
pebenka. B mepBble Tpu roma ku3HM — mposiBisierca  eme S50 %
HaCJIEJICTBEHHBIX 00JIe3HEH, 00yCIOBIEHHBIX T€eHHBIMU MyTalusiMu. K KoHILy
eproia MOJIOBOTO CO3PEBaHMS MaHugectupytor 90 % MOHOreHHO
HaclielyeMbIX OO0JIe3HEH.

B npornecce pa3Butus opraHuzMa (HyHKIMOHMPOBAHHE Ka)JA0rO IeHa
HAYMHACTCS W 3aKaHYMBAETCA B CTPOTO OMpeneieHHoe Bpems. 3MeHeHus
TOPMOHAJIBFHOTO (OHA TPH POKACHUH, B TEPUOJBI TMOJIOBOTO CO3PEBAHHS H
MOJIOBOTO YBSJIAHUS, TOSIBICHHWE «HOBBIX» W HCYE3HOBEHHE «CTaphIX»
MHAYKTOPOB MPUBOJAT K BKIIOUYEHHUIO U BBIKJIIOUEHHUIO B 3TU MEPUO/bI )KU3HU
pa3nuuHbIX 0J0KOB reHoB. Ha nposBienue a¢pdexra MyTaHTHOrO T€éHa MOTYT
BJIMSATH JPYTUE TE€HbI, OJHU U3 KOTOPBIX CIIOCOOCTBYIOT 0oJjiee paHHEMY €ro
MPOSIBIICHUIO, JAPYTU€ — TMPEMSATCTBYIOT. OJTO OMpeeNsieT BapbUPOBaHUE
CPOKOB Hayayja OoJie3HEel, TO €cThb MaHH(EeCTalMIO HACIEACTBEHHO
OOyCIIOBJICHHOHM TMATOJIOTMM  YeJIOBEKa B pa3HbIE BO3PACTHBIC TEPUOJIBI
KHU3HU.

OBIIUE NPU3HAKHA HACJIEJCTBEHHO
OBYCJIOBJEHHOM MATOJIOI'UA

Cemerninotit xapakmep  namoaocuu. 1Ipyu MHOTHX HACJIEICTBEHHBIX
OOJIE3HSIX MMEIOTCS OJHOTUITHBIE KIIMHUYECKUE MPOSIBJICHUS Y HECKOJIbKHX
YJIEHOB OJHON CeMbM WM MX POJCTBEHHUKOB. HO Hanmnuue €IMHUYHOIO
ciaydyas OOJIE3HHM B CEMbE HE HCKIIIOUYAET €€ HACIeJICTBEHHBIN XapakTep, TaK
KaK TMPUYMHOW MOTyT OBITh HE YyHAcJeJIOBaHHbIC, a BHOBb BO3HHUKIINE
MyTaIuu (B MOJOBBIX KJIETKAaX POJAUTENICH peOeHKa).

Tasucenoe xponuueckoe meuenue 6one3nu. Hacnencrsennnie 00I€3HU
AMEKT JUIMTEIBHOE MPOrPECCUPYIOLIEE TedeHue. ITO 0OYCIOBIICHO
HETPEPHIBHOCTHIO (DYHKIIMOHUPOBAHUSI MATOJOTUYECKOTO reHa. XapaKTepHas



YyepTa HaCJIEICTBEHHbIX 0O0JIE3HEN — TSHKECTh UX TEUEHHS, MPUBOJSALIAS YKe
B JIETCKOM BO3pacTe K MHBAJIMIHOCTU U COKPAIICHUIO MPOJOJLKUTEIBHOCTH
KU3HU. JIeKapCTBEHHOE WM XUPYPTrUUECKOE JIeueHHe (MIpU HATMYUKU TOPOKOB
Pa3BUTHSI) MOXKET YJIYUIIUTh KAYECTBO KU3HU OOJIBHOTO U €r0 COIUATILHYIO
ajanTaluio, OJHAKO HE B COCTOSHUU  M3JCYUTh OOJIE3Hb MOJIHOCTHIO,
HECMOTPS Ha JOCTUTHYTBIE YCIIEXH B 00JIaCTH MEAUIIMHCKON T€HETUKHU.

Mnoscecmeennocmy noparceHus  OpP2AHO8 U CUCHIEM OP2AHU3MA.
[Tpu GoNBUIMHCTBE HACIEACTBEHHBIX OOJE3HEH B MAaTOJIOTMYECKUN MPOIECC
BOBJICKAIOTCSI MHOTHUE OpPraHbl U CUCTEMbI (LIEHTpaJibHAasi HEpBHAasi CUCTEMA,
3pEHHue, CIyX, CEPALE, CKENET, IEUYEHb, IOYKH). DTO CBA3AHO C TEM, YTO OJHH
reH OOYyCIOBIMBAET MPOSBICHUE HECKOJbKUX Npu3HaKoB. Yem Oosbiie
HACJIEICTBEHHOTO MaTepuala MOJBEPraeTcsi MyTallii, TEM MHOTOYHCIICHHEE
U pa3HooOpa3Hee moBpexaeHus. Hambosee oTYETIMBO 3Ta 3aKOHOMEPHOCTH
MPOCJICXKUBACTCS  TIPHU XPOMOCOMHBIX CHUHIpPOMAX, MPOSIBIISFOIITUXCS
KOMIUIEKCOM MHOKE€CTBEHHBIX BPOK/ICHHBIX TOPOKOB Pa3BUTHSI.

Buvicokaa wacmoma nopasxcenus yeHmpanbHou HEPEHOU CUCHIEMDbL.
[Ipu  XpoMOCOMHBIX O0OJIE3HSIX LIEHTpaJIbHAas HEpPBHAs CUCTEMa 6ce20d
BOBJICKAETCA B IMATOJIOTHYECKUN TPOIECC U TMOBPEKIEHA OCOOCHHO TSIKENO.
OnuH u3 HambOoJiee 4YacThIX TPU3HAKOB BPOXKICHHOW M HACJIEICTBEHHOU
MaToJOTUHU, OOYCIOBIEHHOW XPOMOCOMHBIMH MYTallMSIMU, — YMCTBEHHas
OTCTANIOCThb. Hapsay ¢ BpOXIEHHOM TIIyXOTOM M CJIEMOTOM OHA 3aHUMAET
BEyIIEE MECTO CPEIU MPUUMH UHBAIMIHOCTU B JICTCKOM BO3pacTe.

[Tpu MOHOTEHHO HacjlelyeMbIX OO0JIe3HSAX, Hampumep, Mpu
HACJIEICTBEHHBIX 0O0JIe3HSIX OOMeHa BellecTB (PEeHWIKETOHYpUS), MPU3HAKU
MOpaXEHUs IIEHTPAJbHON HEPBHOM CHUCTEMBbI Yy OOJIBIIMHCTBA NETEH MpHU
pokjeHuu He oOHapyxkuBaroTcs. [lo Mepe mporpeccupoBanus 3a00J€BaHUS
Pa3BUBAIOTCS CYIOPOTH, MPOUCXOUT 3aIePKKA ICUXOMOTOPHOTO Pa3BUTHUA U
dopmupyeTcss yMCTBEHHas: OTCTainocTb. (CBOEBPEMEHHO HA4aToe JIEUYEHUeE
NpEeAyNpeKIaeT Pa3BUTUE TSKEIBIX MOBPEKICHUN TOJIOBHOTO MO3ra.

CHuoicennan pepmunvnocms. Ilpn  OOJIBITUHCTBE HACIIEICTBEHHBIX
Oone3Heit HapylieHa penpoAyKTHBHAs (yHKIUsA. ITO 0O0yCIOBIMBaET
YMEHBUIEHUE BOCIIPOM3BOJICTBA KaK 3/I0pPOBOr0, TaK U OOJIBHOIO MOTOMCTBA.

MYTAIUU KAK ITPUYUHA BPOXJIEHHBIX U
HACJEJICTBEHHBIX BOJIE3HEM

Hocutenem renernueckoit nHdopmalmu BO BCEX KJIETKaX OpraHU3Ma
yenoBeka sBisgercs monekyna JIHK. OcuoBnas macca JJHK cocpenorouyena
B sjipe KieTku. [ en — ydactok monekynsl JJHK, wecymmuit nundopmaruio o



CUHTE3E ONPEJEIICHHOIO IOJINENTHIA WIA HYKICHMHOBOW KHCJIOTBHI.
I'enomun — HAOOp TEHOB, MOJTYYAEMbIN TOTOMKOM OT POJMTENECH B MOMEHT
omnonoTBopeHus. HacnencTBennas mHpopMalivs, 3aKOJUpOBaHHAS B T€HAX,
paccMaTpuBaeTcs Kak MporpaMMa CHHTE3a BceX ()epPMEHTOB U JIPYTUX OETKOB
opranuszma. IIpeamnonararoT, 4TO MHAMBUIAYAJIBHBIE Bapualuu CTPOEHUS U
(YHKIIMM OPTaHOB U CUCTEM 4YEJIOBEKA, HE BBIXOAIINE 3a IPEEIIbl HOPMBI, a
TAaK)K€ OTKJIOHEHHUS OT HOPMBI B BHJIE AHOMAQJIMM pPa3BUTHUS ONPEIEISIOTCS
MpEeXIE BCET0 pasNuuusiMH B cuHTe3e (epmeHTOB. lccrnenoBanus 1o
pacmidpoBKke Te€HOMa 4YEJNOBEKAa IO3BOJWIM YCTAaHOBUTH (DAKTHUECKOE
yuciao reHoB. OHO cocraBisier npumepHo 30 ThIC., YTO 3HAYUTEIIHHO
MEHbIIE, YeM [mpexanosnaraiocb. OOHAKO  KOJMYECTBO  Pa3JIMYHBIX
KOMOMHALMK  TaTOJOrMYECKUX T'€HOB B N€HOME YEJIOBEKAa OrPOMHO. JTO
00BSCHSET MHOT000Opa3ue HaclleICTBEHHO 00YCIIOBICHHOMN MAaTOJIOTHUH.
JIto6oe n3menenne nocnegoatenbHoctu JJHK HaszbiBaeTcs mymayueii.
MyTanuu noapasaensitoTcs Ha TeHOMHBIE, XPOMOCOMHBIE U T€HHBIE.
I'enomnvie mymayuu o00yCIOBIEHb HM3MEHEHHEM YHCIIA XPOMOCOM
(yBEIMYEHUEM WM yMEHbIIEHHEM). BOJBIIMHCTBO ~ T€HOMHBIX MyTalui
HECOBMECTUMO C JKHU3HbIO. DMOPHOHBI U IOl MOTHOAIOT U YJAJSIIOTCS U3
OpraHM3Ma MaTepu B paHHUE CPOKU OEpEeMEHHOCTH (CaMONPOU3BOJIbHBIM
BbIKHIbIT). Hanbonee yactas (opma réHOMHBIX MyTaluid, COBMECTUMBIX C
KU3HbIO, = — CHHIPOMBI TpUcOMHI. OHHM SBISIOTCS, Kak IPaBHIIO,
CIIEICTBHEM HEPAcXOXKJCHHS XPOMOCOM B MeEHO3€ U  MPOSBISIOTCA
MHO>KECTBEHHBIMHM BPOXIEHHBIMH MOpOKaMu pa3ButHs. [Ipumepom siBisercs
CUHJIpOM TpUCOMMH 10 211 XpoMocome, U3BECTHBIN KaK cuHIpoM JlayHa.
Xpomocomusie mymayuu (adeppayuu) CBSI3aHbl C  HAPYLICHUSMU
CTPYKTYpbl XpoMocoM. K HHM OTHOCSTCS HEXBaTKa 4acTU XPOMOCOMBI,
YIABOCHUE €€ y4acTKa UM €r0 OTPBIB C MOCIEAYIOMMNM MOBOPOTOM Ha 180°,
oOMeH CEerMEHTaMHU MEXIY HErOMOJIOTUYHBIMH XPOMOCOMAaMH.
XpPOMOCOMHBIE MYTallUM  HapyLIalOT HOPMaJbHOE pa3BUTHE AMOpPHUOHA U
OPOSBIISIFOTCS.  MHOYKECTBEHHBIMU ~ BPOXICHHBIMM  IIOPOKAaMH  PA3BUTHA.
[IpuMepoM MOKET CIIY>KUTh CHHAPOM «KOIAYbEro KpHUKa», 00yCIOBIEHHBIH
MOTEPEN ydacTKa KOPOTKOTO Ijieya S—i XpOMOCOMBI.
I'ennvie  mymayuu o0O0YCIOBIEHBI U3MEHEHHEM CTPYKTYphl TI'eHa
(monekynbl JJHK). T'enHble MyTauuu SIBASIOTCA — NPUYUHOM MHOTUX (opM

HACJIEJICTBEHHON TaToNOrMu 4enoBeka. OCHOBHbIE W3 HUX — TEHHbBIC
0oJIe3HH, BPOXKJEHHBIC TTOPOKH Pa3BUTHs U 3a00JICBaHUS C HACJIECICTBEHHOU
MPEIPACIOIOKEHHOCTHIO. K d4umcimy BpOXIEHHBIX M HACIEICTBEHHBIX

0oJie3Hel, 0OyCIIOBJIEHHBIX T€HHBIMU MYTAIlUSIMUA, OTHOCSITCS BPOKJEHHAs



ruapouedanus, W30JIUPOBAHHbBIC BPOXK/ICHHBIC MOPOKHU cepara,
MIECTUNANOCTh, ATbONHN3M, (EHUITKETOHYPHUS, TEMOPUITHS U JIP.

I'enHble MyTalnMu mepenarTCs U3 TOKOJEHUS B TIOKOJEHUE B
COOTBETCTBMM C 3akOoHamMu Menaenda. BoO3MOXHBI pa3IMYHBIE  THUIIBI
Hacjea0BaHus (ayTOCOMHO—IOMHUHAHTHBIN, ayTOCOMHO—PEIICCCUBHBIM, X—
CICTIJICHHBIN PEIECCUBHBIN U JIP.).

AymocomMHO—0OMUHAHMHBLL ~ MUN  HACe008aHUs B  HaWOOJIBIIICH
CTENEHH COOTBETCTBYET MPEJACTABICHUI0O O TOM, YTO HACJIeICTBCHHAS
OoJie3Hp TepenaeTcsi peOCHKY HEMOCPEICTBEHHO OT poauTeniel. bonbpHbIC
BBIABJISIIOTCSL B KQXJOM TOKOJICHHH, NIPU 3TOM OJUH U3 POJUTENCH peOeHKa
OosieH. 3abosieBaHHME BCTpPEYASTCS OJIMHAKOBO YACTO y JKCHIIMH U MY>KUYHUH.
BepostHocTe HacnenoBanusi coctaBisier 100 %, ecaum XxoTs Obl OAMH W3
poauteniel romo3uroteH, 50 % — eciu OJMH W3 POAUTENICH TeTEPO3UTOTEH.
Tak HacieayroTCsl y 4eioBeka 00Je3Hb HEMEPEHOCUMOCTH 3/1aK0B (LIEJIMAKKSA ),
[IECTHUITANIOCTbD.

[Ipu aymocomno—peyeccusnom mune naciedosarusi OOJIBHOU PEOCHOK

(romo3urora) pPOXKIAaeTCs Yy  3JIOPOBBIX poauTenaed  (TeTepo3uror).
3aboneBaHue  BCTpEYAETCS OAMHAKOBO YAacTO Y JKCHIIMH W MYXKYHH.
BepostHocTh HaciaenoBanus — darie Bcero 25 %, Tak kak OoJbHBIE JTHUO0

HE JI0KUBAIOT JI0 IETOPOJHOTO BO3pAacTa, MO0 HE BCTYMAaIOT B Opak. MHorue
0oJie3Hn 0OMeHa BelecTB (aTbOMHU3M, (PEHWIKETOHYPHS) HACIEAYIOTCS I10
ayTOCOMHO—PELECCUBHOMY THITY.

Ilpu X-cyennennom peyeccusnom mune Hacredoeéanusi OOJIbHbIE
POXKIAIOTCS HE B KaXIOM IOKOJeHHMH. BonbHON pebeHoK poxnaercs y
30POBBIX poAUTENEH. DOJICIOT MPENMyYIIECTBEHHO MYXYUHBI. BeposATHOCTH
HacnenoBanus — 25 %. K uucny Gone3Heil ¢ X—CIEeMIeHHbBIM PELleCCUBHBIM
TUIIOM HACJIEJOBAaHUSL OTHOCATCA TeMO(WINS, JaTbTOHU3M.

[lo npuunMHam, BBI3BABIIMM MYTallud, HMX  [OJAPA3JENsOT  Ha
CIIOHTaHHBIC (CaMOMPOU3BOJLHBIC) U UHIYIIUPOBAHHBIEC.

Cnonmannple mymayuu TPOUCXOIAT MOJ JECHCTBHEM €CTECTBEHHBIX
MyTareHHbIX (paKTOpOB  cpenbl  0e3 BMeIIaTelbCcTBa 4YeloBeka.  Tak,
NpUYMHAMM  HACJIEJCTBEHHBIX Oo0yie3HEH OOMEHa BEIIECTB  SBIISIOTCA
ommmbku perukanuu JJHK, BausiHME pa3aIudyHBIX €CTECTBEHHBIX M3TyUYCHUH,
NEUCTBUE TepeKucei, o0pa3yllmuxca B NpoLecce KU3HEAEATEIbHOCTU
Opranusma 4esjgoBeka. YacTtora CHOHTaHHOW MyTalMM OJHOTO I€éHa —
npumepro 1 - 10° — 1 - 10" Ha mokoneHwue.

Huoyyupoeannvie mymayuu  BbI3BaHBl HAIPABICHHBIM JIEVICTBUEM
ONMpENENICHHBIX  MYTareHHbIX  ()aKTOPOB,  SABJISIONIMXCS  PE3YJIHTATOM
OPOU3BOJCTBEHHOM WM  MHAMBUAYAJbHOM  JIEATENHOCTH  YeJOBEKa



(IpOMBIILJIEHHBIE BBIOPOCHI,  3arpsA3HEHUE BOJbI, MOYBBI U  MPOAYKTOB
MATAHUS TSOKENBIMA ~ METaJUlaMH,  CEJIbCKOXO3SMCTBEHHBIMU  SITAMU,
HarpuMep, MNECTHIMIAMH, MHUHEPATbHBIMU yIOOpEHHSIMH, TaOaKOKypeHHE,
yHoTpeOIeHre HAPKOTUKOB U AJIKOTOJIs ).

VYcranoBneno, uto g0 10 % ramer 4enoBeka HECYT MYTaHTHBIE
reHbl. JIoMUHAaHTHBIE MyTallid MPOSIBIIAIOTCA YK€ B NEPBOM NOKOJEHUU U
cpa3y Xe TMOJBEpPraioTcsi JIEUCTBUIO €CTeCTBEHHOro otdopa. PelneccuBHbIe
MyTallu¥ CHauajia HAaKaIUIMBAIOTCA B MOMYJSAIUU. TOJBKO NpH MOSIBICHUU
PEIECCUBHBIX TOMO3UTOT OHHM HAYMHAIOT TPOSBIATHCS (PECHOTUITHMYECKH H
TAKXK€ IOJIBEPraroTCs JCHCTBUIO €CTECTBEHHOTO oTOopa. bmaromaps
€CTECTBEHHOMY OTOOpPY YCTpaHSIOTCS KOMOWHAIMU TE€HOB, CHIKAIOIINE
IPUCTIOCO0JIIEMOCTD OpraHh3sMa K  YCIOBHUSIM CYIIECTBOBAHUSI U €ro
KU3HECTIOCOOHOCTh. CieayeT OTMETUTh, YTO MHTEHCUBHOCTh €CTECTBEHHOIO
0oTOOpa B COBPEMEHHBIX YEJIOBEUECKUX MOMYJIAIHUAX JOCTATOYHA BBHICOKA.

EcrectBeHHbIN OTOOpP r€HETUYECKH aHOMAJIBHBIX YMOPUOHOB U TLIOJOB
OCYILIECTBJISIETCS HA BCEX CTaAusAX BHYTpUYTpoOHOro  paszButus. OH
OpOSABISIETCST  BHYTPUYTPOOHOW ~ THOENbI0O  3apojbllied  4YeloBeKa,
CaMOMPOU3BOJIbHBIMU  BBIKUJBIINIAaMU  (a0opTamu), MPEeKICBPEMEHHBIMU
poaamu, MepTBOpOXAeHUSIMH. (OCHOBHas NIpUYHHA BHYTPUYTPOOHOM
ruden >MOPUOHOB U IUJIOAOB — JICTAJIbHBIE MYyTallMM U XPOMOCOMHBIE
abeppanu. JTa «BBIOPAKOBKa» TEHETHUYECKU aAHOMAJBHBIX 3apOJIbIIIei
MoxeT gocturatb 40 % u Oonee. Hambonpmime  penpoayKTUBHBIE OTEPU
HAOJIIOMAIOTCS B TIEPBbIE JIBE HeNEeNu ¢ MoMmeHTa 3a4daTusi. OHM MOTYT
nocturatb 75 %  u  OOYyCIIOBICHBI [aTOJIOTUEN OIJIOJOTBOPEHHOU
SMUEKIETKH WM HAPYLICHWEM MMIUIAHTAUMU IUIOJHOrO suna. Yem paHblie
OEpeMEHHOCTh CaMOMPOU3BOJIBHO TMPEPHIBACTCS, TEM BEpPOATHEE, UTO
MPUYUHON BBIKUJBIIIA SBJISIIOTCS  XpOMOCOMHBIe myTanuu. [Ipenmnonarator,
g0 50 — 60 % Bcex 3avarhili He pealu3yrTcsi B OEpEMEHHOCTb, a
3aKaHYMBAIOTCS] TUOEIBIO 3UTOTHI 10 HMMIUIAHTAIIMH. DTO MPOUCXOIUT, KaK
IpaBUIO, M3—3a MyTallUil HaCJEACTBEHHbIX CTpPYKTyp. Ilorepu miogoB c
HACJICICTBEHHO OOYCIIOBJICHHOW TMATOJOTUEH  J100aBISIOTCA npu
MPEXKIECBPEMEHHBIX POJaX, BCJIEACTBUE MEPTBOPOXKIACHUNW W CMEPTHOCTHU
HOBOPOXKJICHHBIX B TE€pBbIC 7 CYTOK IOCJTe poXkAcHUsA. B moclenHue rojbl
BKJIaJl BPOXKICHHOW M HACJIECACTBEHHOM TMAaTOJOTMA B MIIAJAEHYECKYIO
cMepTHOCTh B cTpane Bo3poc n0 30 %. Omnako T1ipu OOJIBITUHCTBE
HACJICJICTBEHHBIX OoJie3HEl o0OMeHa BeIIeCTB, OOYCIOBJICHHBIX TEHHBIMU
MyTallUsIMU, @ TAKKE MPU HEKOTOPBIX XPOMOCOMHBIX CUHAPOMAX, HAIIPUMED,
cuHapome [layHa y mimoga OEpeMEHHOCTh Yy KEHIIMHBI  MOXET MPOTEKaTh
0e3 yrpo3bl CaMOIPOU3BOJIBHOTO MPEPHIBAHUS WU APYTUX OTKIOHEHUH.
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®dakTopbl, BHI3BIBAIOIINE MyTalluu, HAa3bIBAIOTCA Mymazenamu. Vx
MOAPA3ICIISIOT HA TPH TPYNIbl: (HU3UIECKUE, XUMHUUECKUE i OMOJIOTHYECKUE.

K @usuueckum mymacenam OTHOCATCSA pa3IuYHbIC BUABI H3ITYUCHHIA
(IpeuMyIIECTBEHHO HOHU3UPYIOUINX ), BEICOKAs TeMIepaTypa u Jp.

K xumuueckum MymazeHam OTHOCATCA OpraHuyecKue u
HEOPraHUYECKUE XUMHUYECKUE COCIUHEHUS, 3arps3HSIONIUME BO3IYyX, BOLY,
NouYBy (MPOMBINIJIEHHBIE BBHIOPOCHI,  TSOKENbIE METaUIbl (PTYyTh, CBHHEII,
KaJMUH), HUTPAThI, HUTPUTHI, CEIHCKOXO3INUCTBEHHBIC SIbI, B TOM YHCIIEC
NEeCTUIUABI,  TepOULIUIbL, MUHEpAIbHBIC  YOOOpEHUs,  MPOMYKTHI
HedremepepaboOTKH, a TakkKe JICKAPCTBEHHBIE CPEACTBA (aHTUOMOTHKH,
TOPMOHBI), HAPKOTHUKH, AJIIKOTOJIb U JIP.

K o6uonocuueckum mymacenam  OTHOCSTCS BUPYCHI, OaKTepuH,
npocredme  (TOKCOIUIa3Ma), MPOIYKTHI MeTaboau3Ma HEKOTOPBIX
TeJIbMUHTOB (TPUXUHEIIA, KOIIAYUil COCANIBIINK).

POJIb OTAEJIBHBIX ®AKTOPOB B PASBUTUU
BPOKJIEHHBIX 1 HACJEICTBEHHBIX BOJIE3HEHN Y IETEN

Bo3pacm mamepu. HanOounplylo 3Ha4MMOCTh OH UMEET B Pa3BUTHU
HACJIEJICTBEHHBIX OOJIE3HEH, CBSA3aHHBIX C HEPACXOXKICHHEM XPOMOCOM B
Mero3e. Yem crapuie >KeHIIMHA, TeM OOJIbIIMN OTPE30K BPEMEHU PA3AEIISIET
Mero3—| u meio3—ll u Tem BbIIEe BEPOATHOCTh HAPYUIEHUS HOPMAJIBHOIO
(opMupoBaHus AlLEKIETKU. Tak, ¢ BO3paCTOM MAaTepH YBEJIUUYMBAETCS PUCK
poxxaeHust peOeHka ¢ cuHApoMmoM JlayHa. YcrTaHOBIIEHa TakKe BBICOKas
4acTOTa POXKIACHUS JETEU C CUHAPOMOM JlayHa y FOHBIX MaTepei.

Bospacm omuya. 1loctosHHoe oOpa3oBaHUE CIIEPMATO30UJIOB TOYTH
HE HU3MEHSAET OTPe30K BpeMeHu Mexay Meiozom—| u wmeitozom—Il, HO
CIIOCOOCTBYET HAKOIUIEHUIO TeHHbIX MyTanui. Uem crapiie MyKuuMHa, TEM
BBIILIE PUCK HACJEICTBEHHOM MMaToJIOTuu, 00yCIOBIEHHON MyTallUsIMU T'€HOB,
y IOTOMCTBA.

Jlexapcmeennvie cpedcmea. BONBIIMHCTBO JIEKAPCTBEHHBIX CPEACTB
MIPOHUKAET Yepe3 KIETOYHbIE MEMOpaHbl M MAaCCMBHO TPaHCIOPTUPYETCS
yepe3 IUIaleHTy K Iioay. JlekapcTBeHHbIE BellecTBa MOTYT JEHCTBOBATH
KaK TEpaToreHbl U  NPUBOJAUTH K (OPMUPOBAHUIO TOPOKOB Pa3BUTHS.
Bo3aukHOBEeHHIO TepaTOreHHOTo 3P deKTa CIIOCOOCTBYIOT JIUTEIBHBIN MpUeM
JIEKApCTBEHHBIX CPEJICTB, MX BBICOKHE JI03bl, @ TAK)KE IPUMEHEHUE B MIEPUO
MaKCUMaJbHOM YYyBCTBUTEIBHOCTH 3apOAbIa K TepaToreHam (co 2—ii no 8—to
HeZenn OepeMEHHOCTH). Y CTaHOBJIEHO TEPATOr€HHOE JIEWCTBHE HEKOTOPBIX
CHOTBOPHBIX CPEACTB, KAPOTIOHM>KAOIINUX (acniupun),
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MPOTUBOTYOCPKYJIE3HBIX IPENapaToB, MPOTUBOIMHICITHUECKIX CPEJICTB,
AHTHOMOTHKOB (CTPENTOMUIINH, TETPAIUKINH), aHTAarOHUCTOB (OIHEBON
KHCJIOTHI (METOTpPEKCaT, MPOTUBOCYIOPOKHBIE CPEACTBa). TepaTOreHHBIH
s ekt JEKapCTBEHHBIX  IpenapaToB MOXET  TPOSBISATHCS
MHO>KECTBCHHBIMU ~[OPOKaMH  IEHTPAJbHON HEPBHOM CUCTEMBI, CEpla,
CKeneTa, ToveK. [lopoKH pa3BHTHS OTACNBHBIX OPTaHOB (3pEHHs, CIyXa,
TIOJIOBOM CHCTEMBI), a TaKKe HApYIICHHsS HHTEIUICKTa BBISBISIOTCS, Kak
NpaBWIJIO, HE Cpa3y MOCJe POXKICHUS, a B Ipolecce pocTa pedeHKa.

Hecoanancuposannoe numanue  0epemeHHOI. B pazButun
HEKOTOPBIX BPOXKJICHHBIX MOPOKOB Pa3BUTHUS IUIOAA BAXHYIO POJIb HUIPAET
neUUUT HE3aMEHUMbBIX aMUHOKHCIIOT, BUTAMHUHOB W MHHEPAJIbHBIX

BEIIECTB, OCOOCHHO (POJIMEBOM KUCIOTHI, HOJAa U CEJICHA.

Donuesas kucioma (BUTaMHH Bg) OTHOCHTCS K BOJOPACTBOPHMBIM
ButamuHaMm rpynnel B.  KomnonenTsl BuTammHa  Bg ydacTByroT B
OnocuHTe3e Oernka, HYKJICOTHJIOB, HYKJIEUHOBBIX KHUCIOT. [eduuur
(oIMeBOM KHCIIOTBI HMMEET TshKenble nocieactsus. Ilpu HemocTaTouHOM
NOCTYIUICHUM BUTAMHHA B OpraHuM3M O€peMEHHON HapyllaeTcsi pa3BUTHE
SMOpHOHa U (HOPMUPYIOTCS TIOPOKU PA3BUTHUS HEPBHOM TPYOKH (OTCYTCTBUE
rOJIOBHOTO MO3ra, paclleiuHa IO03BOHOYHMKA, MO3TOBBIE I'DBDKM W Jp.),
BPO’KJICHHBIE TIOPOKHU CEP/Illa, MOPOKH JHUIEBOTO Yepera.

Hoo Bnusier Ha (HOpPMUPOBAHHE U CO3PEBAHHE TOJOBHOTO MO3ra ILIOJA,
00ecreynBaeT CUHTE3 TOPMOHOB IIUTOBUIHON »kene3bl. [Ipm  aiauTenbHOM
aepunuTe Honxa B mepuoJ OEpeMEHHOCTH  MPOUCXOIUT 3aJepikKa pocTa
IUIOJA, PAa3BHUBAKOTCA YMCTBEHHAs OTCTAJOCTh, INIYXOHEMOTA, BO3HHUKAIOT
aepopmanui  ckenera. BO3MOXHBI  BBIKUABIIIM W MEPTBOPOXKICHUS.
PesynpraTom HoaHoro neduimra y Matepu MOXKET ObITh HEAOCTATOYHOCTH
byHKIIIN IIUTOBUJIHON  JKene3bl y pebeHka. OHa CONMPOBOXKIACTCS
OTCTaBaHUEM MJIIAJICHLIa B YMCTBEHHOM U (PU3UUECKOM Pa3BUTHH.

Cenen  SABIAETCS HE3aMEHHMBIM  YJbTPaMUKpOIeMEHTOM. OH
pEeryaupyeT MpOLECChl NEPEKUCHOTO OKHCIIEHHs JIMIHMIOB, YYacTBYET B
oOMEHEe MHOTHMX >XUPO— M BOJOPAaCTBOPUMBIX BHTAMHMHOB,  T'OPMOHOB,
YMEHbIIAET TOKcHMYeckue AP EKThl THKEIbIX MeTamwioB. [lpu neduimre
cejeHa B OpraHu3Me OEpeMEHHOM MPOUCXOIUT H30BITOYHOE OOpa3oBaHUE
NEPEKUCEeN, YTO MOBBIILIAET PUCK MYTAIMI U PAKOBBIX 3a00JI€BAHUM.

Buympuympoonusie ungpexkyuu (kpacnyxa, MOKCONNA3MO03,
UM OMe2anoeupycHas uHQpeKyua, 2epneceupycHas un@exyus).

Kpacnyxa, nepeHeceHHasi >KEHUIMHONW B MepHoj OepeMEHHOCTH,
OpPUYMHA MHOXXECTBEHHBIX BPOXKIEHHBIX MOPOKOB pa3Butusa Iwioga. llpu
MH(ULIHUPOBAHUU B iepBble 12 Henenb OepeMEHHOCTH PUCK 3apakKeHHs 102
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coctaBisier 80 — 90 %. Bo3MoxkHa BHyTpuyTpoOHas rudens miona. Ho B
OOJIBIIMHCTBE CJIYy4YaeB Pa3BUBACTCS CUHOPOM 6poycOeHHoul Kpachyxu. OH
BKJIFOYAE€T, KaK MHUHUMYM, TpHaay CHMIITOMOB: [JIyXOTa, BpOKJIEHHAas
KaTapakTa (IIOMYTHEHHE XPYyCTaluKa), BPOXIEHHBIA MOPOK cepaua. Yacto
HAOJIIOIAIOTCSl TTIOPOKKU Pa3BUTHUS CKEJEeTa, HEJIOPa3BUTHE TOJIOBHOTO MO3ra U
MO3roBOro uyepena (Mukponedanus), 4YTo BJICYET 3a COOOH pa3BUTHE
YMCTBEHHON OTCTaJOCTH. YeM MeHbIe CpOK OEepeMEHHOCTH, B KOTOPOM
MPOU30IILJIO 33apaKEHUE IUI0JIa, TEM MHOTOYHUCIICHHEE U TSDKEJee MOpPOKU
pazBuTus. Ilpu 3abosieBaHMM KEHIIMHBI KPACHYXOW B IepBble 16 Henenb
OepeMEeHHOCTH PEKOMEHAYETCSl €€ MpephIBaHHE B IEYEOHOM YUPEKICHUU.
3apaxkeHue OEpeMEHHOW MPOUCXOAUT MPU KOHTAKTe C OOJbHBIM
KpacHyxoi. Bupyc kpacHyxu nepenaeTcsi BO3IyIIIHO—KAMeJIbHbIM ITyTEeM.

Toxconnasmo3 TPEINCTABIAET ONACHOCTh JUIS IUIOAA TOJBKO B TEX
ClIy4asiX, KOrja nepBUYHOe HHPUUMPOBAHUE MaTEpH MPOU30ILIO BO BpeMs
naHHoU 0epemeHHocTU. Hanbonee Tsokenble MOCAEACTBUS Pa3BUBAIOTCS TPH
3apa)K€HUU IUIOAA TOKCOIUIA3MO30M B  IMEPBOM MOJOBUHE OEPEMEHHOCTH.
[TopaxatoTcsi rOJIOBHOW MO3T, N€YeHb, OpraH 3peHus. llpu nHpuIMpoBaHUM
B IEpBble 8§ HeNenb OEPEeMEHHOCTH IUIOJ MOTrubaeT Wi (GopMUPYIOTCA
BPOJKJICHHBIE IIOPOKU LIEHTPAJIbHOW HEPBHOM CHCTEMBI. B CBS3M € TSKECTHIO
MTOPOKOB Pa3BUTHS IUIOJA PEKOMEH]IYETCs IpepbIBaHNE OEPEMEHHOCTH.

3apaxxeHue  OEepeMEHHOM  TOKCOIUIa3MO30M  MPOUCXOJIUT  MpHU
yHOTpeOJeHUH B MULLY WH(OUIMPOBAHHOTO MsCa, KOTOPOE HE MOJBEPIIIOCH
JIOCTaTOYHOM TepMUYECKON 00paboTke (MICHOU (apii, MANUIBIKH), a TaKXKe
oBomied u Arox (pemuc, 3eNEeHbIM canar, KIyOHWKa), 3arpsi3HEHHBIX
OOLIMCTaMH, BBIJEISIFOIIMMUCS C UCIPAKHEHUSIMU KOIIEK B IIOYBY.

Llumomezanosupycnas ungexyus NpeACTaBISET ONACHOCTH ISl MJI0Ja
B CBA3U C BBICOKOW MH(PUIIMPOBAHHOCTHIO B3pocioro Hacenenus (1o 90 %).
3apaxeHue B paHHUE CPOKU OEPEMEHHOCTH TMPUBOAUT K BHYTPUYTPOOHOM
rulenau Iaoja, CaMONPOM3BOJIBHBIM BBIKUABIIIAM, TSKEJIBIM BpPOXKICHHBIM
NOpOKaM Cepaua M  KPYNHBIX COCYIOB, IOpPOKaM MHILEBOJA, MOYEK,
HEZ0PA3BUTHUIO TOJIOBHOTO MO3Ta C YMCTBEHHON OTCTAJIOCTBIO.

Bo36ynurens OTHOCHUTCS K CEMEMCTBY TepIIECBUPYCOB.
NudunupoBanre BO3MOXHO Kak B MepuoJi OEpEeMEHHOCTH, TaK U JIO €€
HacTymieHud. Ilocne 3apaxeHuss B JI€TCKOM WM TMOAPOCTKOBOM BO3pAacCTe
BUPYC NOXKH3HEHHO COXpPAaHAETCS B  OpPraHU3ME  JKEHUIMHBI U MOXKET
aKTUBHUPOBATHCS BO BpeMsi OEpPEMEHHOCTH.

I'epneceupycnas  unghexyus B TIepBOU MOJIOBUHE OEpEeMEHHOCTH
OOBIYHO TMPHUBOAMUT K €€ CaMOIPOU3BOJIBHOMY MPEPHIBAHUIO (BBIKUABIII).
Bpoxnennas repnecBUpycHasi MHPEKIHS TPOSABISIETCS IOPOKAMU PA3BUTHS
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LIEHTPaJIbHOM HEPBHOM CUCTEMBI IUIO/A, YBEJIWYEHHUEM IIEUEHU U CEJIE3EHKH,
xentyxoil. [lpaBma, ciydan BpoKACHHON MH(MEKIMH HAOIIOAAIOTCS PEAKO,
TaK Kak IUIalleHTa MPENsSTCTBYET MPOHUKHOBEHUIO BUPYCa B OPTaHU3M ILIOJA.

3noynompeonenue ankozonem. CHUCTEMATUUYECKOE YINOTpeOIeHUE
QJIKOrojii B TMEpUo] OEpEeMEHHOCTH TNPUBOAUT K MHOXKECTBEHHBIM
BPOXJACHHBIM MOPOKaM pa3BUTHUSl LIEHTPAJIBbHOM HEPBHOM CHCTEMBI, cepAla,
KOHEYHOCTEH, KOTOpPBIE OOBEIUHSIOTCS TEPMUHOM «AAKO20JIbHbLIL CUHOPOM
naooa». OcOOEHHO OMaceH MpHUEM aJIKOTOJIs B IIEpBOM IOJIOBHHE
OCpEeMEHHOCTH, KOTZa MPOUCXOAWT (OPMUPOBAHHE OPTaHOB ILIOJA.
XapakTepHble TPU3HAKU «QJIKOTOJIBHOTO  CHUHJApOMa wioga» —
MUKpouedanusi, MUKpOoQTaIbMHUs, 3MHUKAHT, MAJICHbKUI CEIJIOBUAHBIN HOC,
00JBIION pPOT, HEIOPa3BUTHE BEPXHEW WIM HUKHEW YENIOCTH, CpallleHue
NaJblIeB KOHEUHOCTEW, BPOKICHHBIM BBIBUX Ta300€IpPEHHBIX CYCTaBOB,
BpPOXKJIEHHbIE TTOPOKU cepAa. [logasistoniee OOJNBIIMHCTBO AETEM OTCTAET B
YMCTBEHHOM Pa3BUTHH. CreneHp BBIPAKEHHOCTH HHTEIUICKTYAIbHOTO
nedekra MOXKET ObITh pa3iauM4HOM. XapakTepHa 3HAUMTENIbHAs 3aJeprKKa
pocTta, 0COOEHHO B MEPBBIE MECSALBI U TOJIbI KU3HU pEOCHKA.

be3onacHoil 03Bl ankoros A OepeMEeHHON U TUI0/1a HE CYLIeCTBYeT!

Hnoyuyupoeannvie  uonusupyiowjue  usiayyenusn. llpencrasisier
OMACHOCTh PEHTICHOJOTMYECKOEe OOCIIEeI0OBaHUE KEHIIUHBI B PAHHUE CPOKU
OEpEeMEHHOCTU.  YCTaHOBJIEHA 3aBUCUMOCTb  TEPAaTOreHHOro 3¢¢exra ot
n03bl  0o0iydyeHHs.  BpokIeHHble NOpPOKM pPa3BUTHs, Kak IPABUIIO,
HecnelM(PUUHbI, HO Yallle BCEro BO3HUKAIOT OPOKU LEHTPAJbHOW HEPBHOMN
CUCTEMbI. YCTaHOBJIEHbl ~MyTareHHble 3(QQEeKTbl Ha 3apOAbIII  YeJIOBEKa
BBIOPOCOB paIMOaKTUBHBIX BEIIECTB B pe3ysbrare aBapuu Ha YADC.

2. CIEHHUAJIBHAS YACTD
XPOMOCOMHBIE BOJIE3HU

XpOMOCOMHBIE 00JIe3HH (XPOMOCOMHBIE CHHIAPOMBI) — KOMIUICKCHI
MHOXECTBEHHBIX  BPOXKJICHHBIX  TOPOKOB  pPa3BUTHA, OOYCIIOBIIEHHBIX
U3MEHEHHUEM YHUCJIa XPOMOCOM (2€HOMHble Mymayuu) WIA HapYIICHHEM HX
CTPYKTYPBl (XpomocomHbie abeppayuil). Uem Oosbllie XpOMOCOMHOTO
MaTrepuaia BOBJICUEHO B MyTAI[MIO, TEM paHbIIe 3a00JIEBaHUE MPOSBUTCS U
TEM 3HAYHUTEJIbHEC HapyIIeHUs B (U3MYECKOM M TICUXMYECKOM pPa3BUTUU
peOeHkKa.

Cunopom /layna — HacnencTBeHHOE 3a0o0yieBaHHE, OOYCIOBIEHHOE
Tpucomuen no 21-it xpomocome. [IposiBisieTcs: KOMILUIEKCOM MHOYKECTBEHHBIX
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BPO’KJIEHHBIX MOPOKOB Pa3BUTHs C MOMEHTa POXACHHs peOeHKa. DTO OAHa U3
HambOosee YacThix (OpM XpPOMOCOMHOM TMATOJOTMH denmoBeka. YacTtora
BCTPEYAEMOCTH B nomyJisinuu — 1 ciaydait Ha 750 HOBOPOKIAEHHBIX. bone3Hb
OJINHAKOBO YaCTO PETUCTPUPYETCS Y AEBOYEK U MAJIbUMKOB.

HUccneoosanue kapuomuna. llutoreHeTHUeCKUe BapUaHThl CHHIPOMA
Hayna pa3zHooOpassubl. B monasnsroniem OonbiinHCTBE ciydaeB (94 %) B
KapuoTHIE OOHApYXUBAIOTCS  TPU TOMOJIOTUYHBIE XPOMOCOMBI. Tperuii
TOMOJIOT TIPEACTaBIEH OOBIYHON J00aBOUHON Xpomocomoi. Oobiiee YucIio
XpoMocoM B kapuotune — 47. D10 npocmasa noanas mpucomus 21,
ABJSIIOLIASACSA, KaK NPAaBWIO, CIEICTBUEM HEPACXOXKIACHUS XPOMOCOM B
Meno3se.

[Ipumepro y 4 % OonpHBIX cuHIpoMmoM JlayHa mgo0GaBounast 21—
XpoMOcoMa MOJKET OBbITh TPAHCIOLUPOBaHA Ha XpoMocomy rpynnel D umum
G (pobepmconosckas mpaucioxayus). O0IIEE YHCIO XPOMOCOM B KaPUOTHIIC

OompHOTO  — 46, OOUH U3 pOAUTENEH  MOXET OBbITh HOCHTEJIEM
cOaJIaHCHUPOBAHHOM TPAHCIOKAUU.

B penkux cnyuyasx (oxomo 2 %) npu cu"apome Jlayna
oOHapy>KUBaeTCsl eeHemuueckuti mosauyusm. [Ipu >TOM ojHA TOMYJAIUS
KJICTOK HMMEET HOpPMallbHbIH KapuoTui (oOIlnee 4ucio xpomocoM — 46),
Apyras nomyisiius — Tpucomuio 21 (obmiee umcio xpomocom — 47).

He3zaBucumo oT MexaHu3Ma yJBOCHUS KIMHUYECKHUE MPOSBICHUSA CUHIPOMA
JlayHa OJTHOTUIIHBIE, HO TPYU MO3aWYHOM KapUOTHUIIE OHU MEHEE BBIPAKECHBI.
IIpossnenus. MHorue npusHaku OOJIE3HW 3aMETHBI MPU POKICHUU, B
JaNbHEHIIEeM OHU TPOSBIAIOTCS OOJiee OTYETIMBO. THUIMUYHBICE BHEIIHUE
ocoOCHHOCTH JAeTel ¢ cuHapoMoM JlayHa: IIOCKOE JHUI0, Y3KHK 1100,
MOHTOJIOWJTHBIN pa3pe3 TJia3, SMHUKAHT, TOJICTbIE TYObl, KPYIHBIN, OOBIYHO
BBICYHYTBIW 3bIK, 3allaBllas CIMHKA HOCA, HEIOPA3BUTAasl BEPXHSS YEIIOCTb,
neopMUpOBaHHBIC  YIIHBIE PAKOBHHBI, KOpoTkas 1es. OTmeuaercs
MOBBINIEHHAs TIOJBMXKHOCTh  (pa300JTaHHOCTh) CYCTAaBOB, 3HAYUTEIHHO
CHUKEH MBIIICUHbI TOHYC. YacTo HaOMIOMAI0TCS BPOKIEHHBIE TOPOKU
cepAla W TMOPOKU pPa3BUTHUSA KEIyIOUYHO—KHUILIEUYHOIO Tpakra. B cBsI3u ¢
neexTaMy UMMYHHUTETa JETH CKJIOHHBI K WH(EKIIMOHHBIM 3a00JI€BaAHUSIM.
Y HHMX 4acTO BCTPEYAOTCA JIEUKO3bl. XapaKTEpHA YMCTBEHHAs OTCTaJIOCTh
pPa3HOM CTENEHU BBIPAKEHHOCTU. Jletn ¢ cuHapomoMm JlayHa SBISIOTCS
MHBaNuAamMu ¢ AetctBa. OHM HYXAAIOTCS B MOKU3HEHHOM YXO/JI€, JICUCHUU U
peaduIuTaIIUH.
[Tpuunna nedurta MHTEIIEKTAa Y OOJIBHBIX cCHHIApOMOM JlayHa 10 cux
nop HescHa. [IpeanonararoT rudenp KIETOK TOJIOBHOTO MO3ra €Ie€ B MEPHO/T
BHYTPUYTPOOHOTO pa3BUTUs. B CBsI3M ¢ 3TUM  JaXXe COBPEMEHHBIE
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JIEKapCTBEHHbIE IIpenapaThl, NPUMEHSIEMbIE B KauyeCTBE CTUMYJSATOPOB
MO3TOBBIX (DYHKIMH, HE KOMIIEHCHUPYIOT BBIPaKEHHBIH HWHTEIICKTYalbHBIH
AeQeKT, a JUIIb CIOCOOCTBYIOT B HEKOTOPOU CTENEHU YTyUYIICHHIO OOIIEeTo
pa3BuTHs peOceHKa. Y nmeredl ¢ cuHApOoMOM JlayHa OTCYTCTBYET aOCTPaKTHOE
MbllIeHHe. HO MOCTOSIHHBIN IICMX0—3MOIMOHAIbHBI KOHTAKT C PEOEHKOM,
yIIOpHOE O0y4YeHHe W MpeodiiajaHie KOHKPETHOIO MBILIUIEHUS [O3BOJISIFOT
BbIpa0OTaTh y HEro AJIEMEHTapHbIE HABBIKM  CaMOOOCITYyKMBaHUsI
(oeBaHME, BBINOJHEHUE HECIOXKHBIX [OPYYEHUW,  JIMYHAs TUTHEHA),
VIIYYIIAIOIIME COLMAIBHYIO aJalTaluio. YCTAHOBJIEHA CKIOHHOCTh JAETEH C
cugapomMoMm Jlayna k wmy3sike. Cpeaum 4epT xapakrepa MOpeoOiaaaroT
I00pOXKENATENbHOCTh, OT3bIBUYMBOCTh, BHUMATEJIbHOCTb. Jl€TH MOCIyLIHBIE,
TEpIIEIUBbIE TIPU OOYYEHHH, IPOSBISAIOT HEXKHOCTh K CBOMM POJUTENSAM U
MEIULUHCKOMY IIEPCOHAIY.

Cpennsiss MpoAOHKUTENIBHOCTh JKU3HU OOJIBHBIX CUHApoMOM [layHa
MEHBIIIE, YeM B MNONYyJSIMA W cocTaBisier 36 jer. OHa omnpenensercs
TSKECThIO MHOXXECTBEHHBIX BPOXKIEHHBIX TMOPOKOB pa3BUTHUSA, OCOOEHHO
BPOJKJICHHBIX IIOPOKOB cepana. TpeTs AeTeil ¢ cuHapoMoM JlayHa yMupaer B
paHHEM BO3pacTe, NIPUMEPHO NOJOBUMHA A0XkuBaeT A0 10 ner, yacte u3
OCTABIIMXCS B KUBBIX JIOCTUTAET MPEKIOHHOIO Bo3pacTa. B mocieanue roasl
Oylaromapss  OKa3aHMIO MEJIMWLIMHCKOW TOMOIIM, BKJIIOYAs XUPYPTHUECKOE
JIEYEHHUE MTOPOKOB PA3BUTHUSA, U COLIMAIBHOM MOAEPKKE MPOJOJIKUTEILHOCTD
KU3HH HEKOTOPBIX O0JIbHBIX cMHApOoMOM [layHa npeBbimaer 40 — 60 ner.

Pucx poorcoenus pebenka ¢ cunopomom JHayma.  TlomynssumoHHas
gactoTa cuHapoMa Jlayna — 1 : 750. BeposTHOCTH poXKaeHUs OOJBLHOTO
peOeHKa yBEIMUMBAETCS C BO3pacToM MaTepu. UYem crapluie >KEHUIMHA, TEM
BBIIIE PUCK HEPACXOXKACHHUS XPOMOCOM B Meio3e. 3aBUCUMOCTh YaCTOTHI

poxnmeHus pebeHka ¢ cuHApoMoM JlayHa oOT Bo3pacTa Marepu
pacmpenenseTcs CIeAyIIMNUM 00pa3oMm:
20 mer—1: 1800 36 —40 mer —1:300-1:100
25 ner—1: 1300 crapme 40 net— 1 :100-1 : 40
1o 35 ner—1:700-1: 800 45 mer—1:30

YcTraHoBIIEHa BBICOKAsl YaCTOTa POXKAECHUS JeTeu ¢ cuHapomom JlayHa
y IOHBIX MaTepel. Y KEHIIUH B Bo3pacTe 10 18 yet oHa coctaBuser 1 :45.

DepmunvHocmsb 600abHbIX ¢ cuHOpomom Jlaywa. B mepuoa moiaoBoro
CO3pEBaHMsl y MOAPOCTKOB € CHHApPOMOM JlayHa HacTymaer Takas e
FOPMOHAJIbHAsI MEPECTPOMKA, KaK M Y 3JI0POBBIX JeTeH. JIeBYIIKM M IOHOLIH
WCOBITBIBAIOT  CBOMCTBEHHBIE MX CBEPCTHUKAM CEKCYaJIbHBIE BIICUCHUS.
Hamnuue wmencTpyauuii MPEANoJiaraeT BO3MOKHOCTh HACTYIUICHUA
OEpeMEHHOCTH, XOTS ATa BEPOSATHOCTh CHUXKEHA  H3—3a TOPMOHAIBHBIX
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HapylmieHHil. Y MYXYMH C CHHAPOMOM JlayHa yMEHBIIEHO KOJHUYECTBO
CIIEPMATO30MI0OB, YACTO HAOIIOMAIOTCS PACCTPOICTBA IPEKIMH U DAKYJIISIIAHN,
OJIHAKO UCKJIIOUUTH BEPOSITHOCTh 3a4aTUsl HENb3d. B MUpPOBOW jauTepaTtype
onricado okoJio 30 ciryqaeB OEpeMEHHOCTH Yy KCHIIMH C CHHApOMOM JlayHa n
3apEeTUCTPUPOBAH OJIUH CiIy4dad 3adaTus peOeHKa MYXYUHON C CHHAPOMOM
ayHa.

AKTyaJIbHOCTh TPOOJIEMBI COCTaBJISAIOT JBa oOcTOsATENbCcTBA. IlepBoe
CBSI3aHO C PACKOBAHHOCTBIO CEKCYaJIbHOT'O MOBEJICHUS, BTOPOE 3aKIIOYAETCA
B TOM, YTO OOJBHBIE C CHUHJPOMOM JlayHa HEpPEAKO CTAHOBSATCS OOBEKTOM
CEeKCYaJIbHOTO HacWiMs. JTO Kacaercsi B MEPBYIO Oudepelb KEHIIUH C
UHTEJUICKTYaJbHBIM Je()EKTOM, BOCIHPHUHUMAEMBIX Kak OCCIIOMOIITHBIE,
nociymHele W Oe33amuTHble. [lojgaBieHHe MEHCTpyalMii ¢ MOMOIIBIO
MEJMKaMEHTOB, YJaJICHHEe MAaTKM W MEIUIIMHCKAas CTepUIIM3alus OOJbHBIX
cuHgpomMoM JlayHa 0Oe3 cHenHaIbHBIX MEIUIMHCKUX MOKA3aHUN SIBISIOTCS
MPOTUBO3aKOHHBIMU. He3aBHCHMO OT CTENEHW  YMCTBEHHOM OTCTaJIOCTH
MalKeHTsl ¢ CHUHAPOMOM JlayHa — moau, paBa KOTOPBIX JTOJKHBI OBIThH
3alUIeHbl. BOJBIIMHCTBO TOCYyIapcTB OOecneunBaceT 3Ty 3alUTy Yepes
CUCTEMY ONEKyHCTBA. B Hacrosiee BpemMsi akTUBHO OOCYXKIAeTCsi BOIPOC O
CEeKCyallbHOM oO0Opa3oBaHuM  OOJBHBIX CHUHApOMOM JlayHa, BKJIIOYAIONIEM
3HaHUSA TI0 THUTUEHE CEKCYaJIbHBIX OTHOILICHUM U KOHTpaLCTILNH.
CnenuanbHoe 0Oy4Y€HHE, TMOMOIIbL  OMNBITHBIX KOHCYJHTAHTOB u
COOTBETCTBYIOIIAass UHGOPMAIMS IO3BOJISIIOT >KEHIIMHE PEryJupoBaTh CBOE
CEeKCyaJIbHOE€ TIOBEJCHUE U MIPUHUMATh COOCTBEHHOE pelIeHue
OTHOCHUTEJIBHO KOHTPAILEHIUH.

Juacnocmuxka  cunopoma  Jayna 8  nepuod  bepemeHHOCMU.
EnWHCTBEHHBIM METOJ, TMO3BOJSIOIIMM YCTAaHOBUTH TOYHBIA  JIHAarHo3
cuHapoma JlayHa y miona, — wucclieioBaHue ero Habopa xpomocoM. MeTon
Ha3bIBACTCS Kapuomunupogauuem. s ero oOCyIIECTBICHUS HEOOXO0IUMO
NOJIYyYUTh KJIETKH miofa. C 3TOW LEJIbI0 UCIHOIb3YIOT MHBA3WBHBIE METOJbI
JIOPOJIOBOM JTMArHOCTUKUA BPOXKIEHHBIX M HACIEACTBEHHBIX Ooje3Hed —
aMHHOLIEHTE3 U Kopaouentes (cMm. c. 38).

MaccoBoe  KapHOTUIIMpPOBaHUE IUI0Ja y BCEeX OEpEeMEHHBIX Ha
COBPEMEHHOM  JTalle HEOCYILIECTBUMO, TaK Kak TpeOyer OOoJbIIuX
(UHAHCOBBIX BJOKEHUU. PellleHne 3TOM 3a1aun B IEPCIEKTUBE HUCKIIOYAET
BO3MOXHOCTh POXKJIECHUS JNETE HE TOJBKO ¢ CHHApPOMOM JlayHa, HO M C
JIPYTUMHU XPOMOCOMHBIMU OOJIE3HIMH.

Cunopom Knaitngpenmepa — XPOMOCOMHOE 3a00JIeBaHHUE,
00yCIIOBJIEHHOE HAJUYUEM B KJIETKaX MY>KCKOTO OpraHu3Ma J00aBOYHOM X—
XPOMOCOMBI (MJIM HECKOJIbKUX X—XpoMocoM). IlposiBisieTcs BhepBbie B
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NEpPUOJl TOJIOBOTO  CO3PEBaHUS. bone3snp peructpupyercss TOJNBKO Y
ManbunkoB. Yacrora Bctpewaemoctu — 11400 — 1 : 500.

IIposisnenus. [{ns GonpHbIX ¢ cuHapomoM KraitHdentepa xapakTepeH
KCHCKUN THUI TEJIOCIOXKEHHUS (y3KHE IIJIeud, IIMPOKHe Oeapa, BO3MOKHO
YBEJIMUEHHE TPYJIHBIX jKeJie3). TUMUYEeH BBICOKUN POCT, HEMPONOPIMOHATIBLHO
JUTMHHBbIE KOHEYHOCTU. OCHOBHBIE OTJIMYUTENbHBIC MPU3HAKUA TOSBISIOTCS B
1 (50)2 (O} MOJIOBOTO  co3peBaHusA. HapykHble  TOJIOBBIE  OpraHbl
chOpMHUPOBAHBI MO MYXCKOMY THIly. [lepBUYHbIE W BTOpPUYHBIC IOJOBBIC
MPU3HAKKA Pa3BUTHI €Ia00, MOXKET OBITh OBOJOCEHHE MO KEHCKOMY THILY.
SIMYKY ¥ TIOJIOBOW WJIEH YMEHBIIEHBI B pazMepax. CeMEHHUKU HEIOpPa3BUTHI,
BbIpa0OTKAa CHEPMATO30MJIOB HapylleHa WM  TMOJHOCTbIO OTCYTCTBYET.
[TonoBoe BiIeUeHNE CHUKEHO.

VY derBepTH OOJIBHBIX HAOMIOJACTCSI YMCTBEHHas OTCTAJIOCTh, IS
OCTaJbHBIX XapaKTepHa MOHIDKEHHAs 3MOIMOHANBHOCTH. Yem Oousblie B
Habope X—XpoMOCOM, TeM 3HAaYUTEIbHEE CHIDKEH MHTEIIICKT.

Jluaenocmuxa cunopoma Knatingpenmepa 6 nepuoo Oepemennocmu.
TouHblll AMarHO3 XPOMOCOMHOM MATOJIOTUU JIO0 POXKACHUS PEOCHKA BO3MOXKEH
OpU HCCIEIO0BAHUU €ro Habopa XxpomMocoM. /[ mosydeHus KIETOK IUIoAa
UCIIOJIb3YIOT MHBA3UBHBIE METO/IbI IOPOJAOBON JUAarHOCTUKH — aMHHUOLICHTE3
Y KOPJIOIICHTE3.

Cunopom «Kowauveco  Kpuka» — XpPOMOCOMHOE 3a00J€BaHHUE,
00yCIIOBJIEHHOE TMOTEpel ydyacTKa  KOPOTKOro Iuieya S5—d XPOMOCOMBI.
[IposBrsieTCss KOMIJIEKCOM MHOKECTBEHHBIX BPOXJACHHBIX TTOPOKOB Pa3BUTHUS
C MOMEHTa poXkJeHus pebeHka. boje3Hs peructpupyercs yamie y 1eBOYeK.

[TonynsauunonHas vacrora cuHapoma — mnpuMmepHo 1 caywait Ha 45 000
HOBOPOKJICHHBIX.
IIposienenus. (OCHOBHOW KIMHUYECKUH CUMIITOM — CIEHU(PUUECKUN

maay peOeHKa, HANOMUHAIOMIMK  Kollaube MsykaHbe. OH 00YCIIOBJIIEH
HApYIICHUEM CTPOCHUS TopTaHu. [IpocBeT ropTaHu CyXEH, €€ XpSIld OYCHb
MATKHE, CIIM3UCcTas 000J0YKa MMEET HEeOOBIUHBIC CKIaakh. HaaropraHHHK
W30THYT U YMEHbIIIEH B pa3Mmepax. C BO3pacTOM ITOT ILJIad MCYE3AET, HO
COXPAHSIIOTCS IIYMHOE JbIXaHWE€ U  CKJIOHHOCTh K WH(MEKIUSIM BEPXHUX
JbIXaTeNIbHBIX MyTe. KpoMe ocoOeHHocTel mnada, it JeTeid ¢ CUHIAPOMOM
«KOIIIaYbero KPHUKa» XapaKTEPHBI JyHOOOpa3HOE JIMIIO, HIUPOKO
pacCTaBJICHHBIC TJla3a, JIMUKAHT, KOCOIJIa3ue, HU3KO PACIOJIOKEHHBIE U
nehOpMHUPOBAHHBIE YIIIHBIE pPaKOBUHBL. OTMEYarOTCs Malible  pa3Mephl
FOJIOBHOTO MO3Ta M MO3TOBOI0 4eperna, MaJIble pa3Mepbl BEPXHEU YEITIOCTH.
Nurennekt cHmwkeH. C Bo3pacToMm creruduka 4epT Julla HCcUe3aeT U OHO
CTAHOBUTCSI TTOXOXKUM Ha JIMIO JPYTUX YMCTBEHHO OTCTaNbIX JeTer. Jedekr

18



uHTeliekTa Haobmomaercs B 100 % ciydaeB. IIpoaomKuTeIbHOCTh KU3HU
OONBHBIX C CHHIPOMOM «KOIIAYheTO  KPUKA» 3HAUYUTEITHLHO CHIDKCHA.
[Tonanstoniee OOJBIIMHCTBO U3 HUX YMUPAET B IETCKOM BO3pacTe.

Jluaenocmuxka cumopoma  «Kowauvezo KpUuKa» 8 nepuoo
bepemennocmu. TOYHBIM TUArHO3 XPOMOCOMHOM aHOMAJHMH JI0 POXKJICHHS
pebeHka  MOXeT OBITh TMOCTAaBJICH  IPH  MCCICIOBAHUU CTPYKTYPHI
XPOMOCOM. Jlns monydeHusl  KJIETOK IUIOJA HCIOJB3YIOT HWHBA3HBHBIE
METO/IbI IOPOI0BOM TMAarHOCTUKN — aMHHUOIIEHTE3 U KOPJIOLICHTE3.

I'EHHBIE BOJIE3HHA

bone3Hnu, B 0CHOBE KOTOPBIX JIEKHUT MYTallMs OJTHOTO T€HAa, Ha3bIBAIOTCS
MOHO2eHHbIMU Done3Hamu. B HacTosiee BpeMs uX U3BeCTHO Ooiiee 3,5 ThIC.

B pesymprare TreHHOW  MyTalHH IIPOUCXOAUT  HU3MECHEHHUE
AMUHOKHCIIOTHOH  CTPYKTYpBl CHHTE3UpyeMOro Oejka M BBINAJCHHE €ro
¢yukmun. [Ipu oTcyTcTBUM cHHTE3a (pepMEHTa WM CHHTE3€ €r0 HEaKTUBHOU
MOJIEKYJIbl BO3HHMKAeT META0OJIMYECKUN OJIOK U MPOUCXOIUT HAKOIUICHUE B
OpraHU3Me TOKCHUYECKHX IPOJYKTOB OOMEHa BEHIECTB. OJTO MPUBOJAUT K
TSDKEJIBIM MOBPEXACHUSAM TOJOBHOIO MO3ra M JPYTHX JKU3HEHHO Ba)KHBIX

OpraHoB.
B nmocnegnme roasl NOpPEANPUHUMAIOTCS  IONBITKM  JOPOAOBOM
JUArHOCTUKM  MOHOTE€HHO HacieAayeMblx Oone3neil.  IIpuopurerHbiMu

sBisitoTest Metoabl JIHK—auarnoctuku (monuMepasHasi lLiemHasi peakius u
1p.), HampaBJeHHbIE Ha WACHTH(PUKAMUIO MyTanuu. COBpeMEHHbBIE METObI
MOJICKYJIIPHOW TEHETUKH  TO3BOJSIOT W3Yy4uTh Jro0oi (parment JIHK
yejoBeka. B Hacrosiee BpemMsi MOYTH Y 2 ThIC. HACJIEACTBEHHBIX (DEHOTUIIOB
YCTAHOBJICHA TOYHAas MOJIEKYJISipHAs OCHOBA.

K 4ucny  MoHOreHHo  HacleqyeMbix  OoJie3HEH  OTHOCSTCS
HACJICJICTBEHHbIE OOJIC3HM OOMEHa BEIIECTB. OJTO HApyIICHUS OOMeHa
AMUHOKUCJIOT, JTUMUI0B, YIJIE€BOJOB, BUTAMHUHOB, METAJJIOB, TOPMOHOB U Jp.
B ocHoBe OOJBIIMHCTBA W3 HHUX JICKHUT T€HETUYECKU IETEPMHUHHPOBAHHAS
HEJIOCTaTOYHOCTh (pepMEHTOB — pepmenmonamus. Hanbosiee oOmUpHYIO
IpynIy HacleICTBEHHBIX Oosne3Held oOMEHa BELIECTB COCTABJISIOT
HapyIlIeHus 0OMeHa aMUHOKHUCJIOT.

HacaeacrBeHHbIE HapylICHUA 00MeHa aMHHOKHUCJIOT

Denunkemonypus (OKY) — HaCJICICTBEHHOE 3a0o0JicBaHUE,
00yCIIOBJIEHHOE HapylIeHuEeM  OOMeHa aMHHOKHUCIOTBhl (heHUNaIaHUuHA.
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[IpyuunHoit Oomne3Hu siBasieTcss reHHas myrtanus. B PecnyGiuke benapych
¢enmnkeronypuss  BcTpewaercs ¢ uvacrotod 1 : 6 000. 3aboneBanue
HACJIEyeTCsd IO ayTOCOMHO—PELECCUBHOMY Tuly. PoacTBeHHble Opaku
MOBBILIAIOT PUCK POXKACHHS peOeHKa ¢ (PEHUIIKETOHYPHEH.

B ocHoBe @KV nexuT Mmyrtanus reHa, OTBETCTBEHHOTO 3a CHUHTE3
depmenTa (eHUIATaHUHTUAPOKCHIIa3bl. DepMeHT HE00X0IUM JUIS
OpeBpallleHus] aMUHOKUCIOTHl (EHUJATaHUH B TUPO3UH. B cBM3u ¢
HapyIIeHUEeM CUHTe3a pepMeHTa (eHHIaTaHUH HE OKUCISETCS 10 TUPO3UHA,
a HaKaIuIMBaeTCcsa B KPOBU B OobIINX KoiudecTBax. OHUM U3 MeTabOJIUTOB
denunanannaa sBisgercs (permmupoBuHoTpagHas kuciora (DIIBK). Ona
OKa3bIBA€T TOKCHYECKOE JEHCTBHE Ha  TOJOBHOM MO3r pedeHKa, dYTo
oOycloBIMBaeT KiIMHUYecCKHe mposiBieHus Oosesnu. PIIBK Beipensercs c
MOYOM U IpUJIaeT eil crerupuIecKuil «MBIITUHBIN) 3amax.

Ilpossnenus. OOpaiiaeT BHUMaHUE BHEITHUN BUJ OOJIbHBIX: CBETJIbIC
BOJIOCHI, TONyOble TJia3a, OTCYTCTBUE MNHUIMEHTAlMK KOXHU. I[Ipu3Haku
00yCIIOBJIEHBI HapyIIEHUEM O0pa3oBaHUsl NMUTMEHTa MEJIaHWHA U3 TUPO3UHA.
Y  HOBOpOXIEHHBIX M JETE€Hd IMEpPBBIX MECSLEB JKW3HU  Pa3BUBAIOTCSA
CyIOpPOXXHBIE  MPUIAJAKHU,  SBISIOMIMECS  CIEICTBUEM  TOKCHUYECKOTO
nopaxxeHuss  Mosra. OCHOBHOE  TPOSBICHHE  (PECHWIKETOHYPUU  —
MHTEJUIEKTYJIbHBIN AePeKT, ObICTpO (OPMHUPYIOMIUKCA U MPOTPECCUPYIOIIHIA
pu OTCYTCTBUU JICYEHUS. N30bITOK (deHnnanaHuHa 17§
(PeHMIMMPOBUHOIPA/IHAS KHUCIOTa HAPYIIAIOT HOPMAJIbHOE Pa3BUTUE MO3Ta,
OpUBOJAS K OTCTAaBaHUIO pPeOCHKAa B HEPBHO-TICUXUYECKOM Pa3BUTHH U
riyookoil ymMcTBeHHOM otrcrajoctu. CBoeBpemeHHass nuarHoctrka OKVY u
UCKIIIOUCHWE W3  palldoHa  TUMTaHUS  WCTOYHMKOB  (eHUJIaTaHHHA
MpeA0TBpalIal0T HEoOpaTUMOE MOBPEKIECHUE TOJIOBHOTO MO3Ta.

Pannsas ouaenocmuxa. JlnarHocTHKa  OCHOBaHa Ha HCCIEIOBaHUU
ypoBHs (eHWIAJIaHMHA B KPOBU HOBOPOXKAEHHBIX. Y nereit ¢ ®KY oH
MOBBINIAETCA YK€ B TepBble 24 yaca >KU3HU. 3a00p KpOBU TPOU3BOMIST B
POIUIBLHOM JIOME Ha 3 — 5—ii JIeHb MOCIIe POXKICHUS (MACCOBBIM CKPUHUHT
HOBOPOXXJIEHHBIX). OOpa3ibl KpPOBH, B35ATOM Ha QPUIBTPOBAIBHYIO Oymary,
OTNPABIIAIOT M0 MOYTE B LEHTPATU3OBAHHYIO JIAOOPATOPUIO WIIA MEIUKO—
TFeHEeTUYEeCKUN IIEHTp, TJl€  OCYUIECTBISIETCS  HcclieqoBaHue. B moue
onpeaenstorT GeHUWIMUPOBUHOTPAJAHYIO KUCIOTY.

Jleuenue. OCHOBA JIEUEHNU — HCKIIFOYEHHE M3 PallMOHA MPOJYKTOB,
Oorateix (penmnamanmHoM. C MOMEHTa YCTAHOBJIEHUS UarHo3a TPYAHOE
BCKapMJIMBaHHE PeOCHKA MPEKpaIialoT, TaK KaK >KEHCKOE MOJIOKO COACPKUT
UCTOYHUK (peHmsiananuHa. i1 mUTaHus MIIaJeHIa UCIOIb3YIOT 3aMEHUTENN
xeHckoro Mosoka (Adenunak, Terpaden, Tpuaden), coJiepIKaliue
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HEOOXOAUMBIN HA0OpP aMUHOKHUCIIOT, 32 UCKIIIOUEHUEM (peHuIIalaHuHa. JTO
NPEMSITCTBYET MPOTPECCUPOBAHUIO CHUMIITOMOB OOJE3HHU, MPEI0TBPAIACT
3aJIepP’KKY HEPBHO—-TICUXMUYECKOTO pa3BUTUS M (HOPMUPOBAHHE YMCTBEHHOIA

OTCTAJIOCTH. CornacHO COBpEMEHHBIM  B3IUIsSiIaM, CTporas Juera
PEKOMEHIyeTCsl 10 S—JIeTHEro Bo3pacTa (10 HEKOTOPbIM JaHHBIM — 10 10
7eT). 3areM  panuoOH  NUTaHUS  TOCTENEeHHO  pacummpserca. [lpu
(beHUIKEeTOHypUHr HEOOXO/JUM CHCTEeMATHUYECKHH  KOHTPOJb  YPOBHS

(eHmIaTaHHa B KPOBH U KOPPEKLUS THETHI.

VYCTaHOBIEHO, 4YTO  HAWIyYIIHE IIOKAa3aTeNIH pa3BUTHS peOeHKa
JOCTUTAIOTCS MPH HCKIIOYEHUH (EeHWSATaHWHA HE TMO3JHEe TPeX HeIelb
xu3Hu. Ho crnegyer mnoMHUTB, 4YTO (eHWIAJaHUH — He3aMEHUMas
amuHOKHcioTa. OHA HE CHUHTE3HpPYETCS B OPraHU3ME 4YelOBeKa U €€
NOCTYILJIEHUE HEOOXOAUMO ISl HOPMAQJIBHOTO TEYEHUS OOMEHHBIX
MpOLIECCOB. B CBs3M ¢ 3TUM MOJIHOE UCKIIIOUYEHHE (DEHUIAJaHUHA W3 MUIIU B
T€YEHUE BCEW JKM3HM B HACTOsSIIEe BpEMs HE pEKOMeHayercs.  Mo3sr
B3pOCJIOT0  YEJOBEKa YyCTOWYUB K NOBPEXKJIAIOIIEMY  JICHCTBUIO
(peHMIUPOBUHOTPATHON KUCIIOTHI.

HacaencrBeHHble HAPYLIEHHUS CBEPTHIBAHNS KPOBHU

I'emogpunua A —  TSDKEJOE HACJIEJICTBEHHOE 3a0o0JieBaHuUE,
oOycnosnennoe aepuuutom Qakropa VI cBepTeiBanus kposu. [IpuumnHoii
Oomne3HM fABISIETCSl TeHHas MyTarus. Berpewaercs ¢ wactorout 1 : 2 500
HOBOPOXX/ICHHBIX MaJIbUMKOB. THm HaclienoBaHUs — X—clemnjaeHHbI’
penieccuBHbIi. HocutensiMu rea reMoQuIny SIBJISIOTCS JKEHIIMHBI, 0OJICIOT
My>XuulHbl. ONHUCaHHBIE B JUTEpAType cliydyan TreMOQUIMU Y >KEHIIUH
ABJISIIOTCS ~ PE3YyJbTATOM KPOBHOPOACTBEHHBIX OpakoB. PoxaeHue 00JIbHOM
JE€BOYKM BO3MOXKHO MNpuU Opake MY>KUMHBI, OOJILHOrO reModuimuen, c
KEHIIMHOW—HOCHUTEJIEM MYTaHTHOI'O I'€Ha.

IIposignenus. 3aboneBaHue pacro3HAaeTcs OOBIYHO B IEPBBIE T'OJIBI
KU3HH, B TSOKENBIX CIIydasiX — IPU POKIACHUU. Y TPYIHBIX J€TEH BO3HUKAIOT
KPOBOTEYEHHS] U3 MYMOYHOW PpaHKH, NpPHU MNPOpe3bIBaHUU 3yO00B  OOUIIBHO
KpoBoTOoyaT JnecHa. Korma peOEHOK HayuMHAeT XOAWThb, H3—3a MaJCHUU
npeo01aialoT MOJKOXKHBIE KPOBOMBIUSHHUS M KPOBOUBJIMUSHUS B KPYIHbBIC
CyCTaBbl ~ KOHEYHOCTEH  (KOJICHHBIE,  JIOKTEBBIE,  T'OJEHOCTOITHBIE).
MHOXXeCTBEHHbIE TE€MaTOMbl M OOUIMPHBIE KPOBOUBIUSHUS B IMOJIOCTh
CyCTaBOB — XapakTepHblii npu3Hak remoduinuu. Ilopaxkenue cycTaBoB
OPUBOJUT K KX BOCHAJICHUIO, B JalbHEHIIEM — K TYTOMOJABUXKHOCTH U
UHBAMAHOCTU. B pe3ynbrare HapylleHHUs CBEpPThIBAaHUS KPOBU BO3HUKAIOT
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JUIUTEJIbHBIE KPOBOTEUEHHUS IIOCIE€ TPaBM, WHBEKIHUN, XUPYPrUUECKUX
onepaiuii. Bo3aMOXXHBI BHYTpEHHUE KPOBOTEYEHHUS, HAIpPUMEp, MOYECUHbIE,
KeTyIouyHO—KuUIlleuHble. Hapylienue cBepThIBaHUS KPOBU C BO3PACTOM HE
ocrmabeBaeT, a ycuiuBaercs. buomormueckass OCHOBAa JSTOTO SBICHUS —
HEMPEPbIBHOCTh (YHKIIMOHUPOBAHUS MAaTOIOTUYECKOrO reHa.

Jluaenocmuxa 6 nepuoo bepemennocmu. TOUHBINA TUAarHO3 MOXKET OBIThH
YCTAHOBJIEH C TOMOIIbIO HWHBA3WBHBIX METOJOB JOPOJOBOM IUATHOCTUKH
(aMHUOILIEHTE3, KOPAOILICHTE3).

Jleuenue. Yenosek, cTpagaromuii reMopuiineld, AOHKEH BCETa NMETh
npu cebde nacnopm 60abHO20 cemounueli. B HEM TOIKHBI OBITH YKa3aHBI
rpynmna u pesyc—hakTop KpoOBH, a TakK€ MeEpbl HEOTJIOKHOW MOMOIIU IMPHU
KpoBoTeueHuu. JleueHue npeaycMaTpuBaeT CUCTEMATUYECKOE
BHYTPUBEHHOE BBEJCHHE HEIOCTAIONIET0 (hakTopa cBepThiBaHUsA KpoBU. OHO
MPOJOJKAETCS B TEUEHHUE BCEU KU3ZHMU.

I'emogpunua B Bctpeuaercsa B 10 pas pexxe, uem remoduiaust A. Ona
obycnoBneHa neduiurom ¢dakrtopa IX cBeprbiBanus kpoBu. [IposBreHus
0oJe3HH cxXoIHbI ¢ reModunueit A. JleueHne aHaIOrUYHOE.

HacJiiencrBeHHblie 00J1€3HU SJHAOKPHUHHON CHCTEMbI

Bpootcoennvtit  zunomupeo3 —  3a0oiieBaHue, 0OYCIIOBJICHHOC
BPOXKJICHHBIM CHHKCHHEM (DYHKITUHM IIIUTOBUIHON KEJIEe3bl U YMCHBIIICHUEM
BBIPA0OTKH €10 TOPMOHA mupokcuna. BoO3MOXHBI JBE MPUYMHBI Pa3BUTHUS
O0ojsie3Hn. B OOJBIIMHCTBE CydacB  BpPOXKIACHHBIM THIIOTHPEO3 CBSI3aH C
IOPOKOM PAa3BUTHS ITUTOBUIHOW JKEJIE3bI — €€ OTCYTCTBUEM  WIIH
HeZlopa3BUTHEM. Peke  BpOXKJIECHHOEC  YMCHBIICHHWE CHHTE3a TOpPMOHA
TUPOKCHHA OOYCIIOBJICHO T'eHHOW MyTamue. Yactrota  BCTpeyaeMOCTH
BPOKJIEHHOTO THUIOTHpeo3a coctaBisser 1 : 2 500.

Cnenyer NMOMHHTB, YTO OJHON W3 NPUYUH  HAPYyIMICHHUS (QYHKIUN
IIMTOBHMIHOM JKEJIe3bl Y IUIOJIa MOXKET OBITh  HEJOCTAaTOYHOE IMOCTYILICHUE
fioJ1a B OpraHu3M MaTepH B IEPUO OEPEMEHHOCTH.

IIposisnenus. OCHOBHBIC TPH3HAKKH BPOXJICHHOTO THUIIOTHpPEO3a —
3HAYUTCIIbHAS 3aJIep’KKa pocTa W OTCTaBaHHWE B HEPBHO—TICHXHUYECCKOM
pa3BuTun peOceHka. [Ipu OTCYTCTBHMM JIGUCHHS Yy JETEH Mporpeccupyer
YMCTBEHHAS OTCTAJIOCTb.

Pannss ouaenocmuxa. I BBIABICHUS BPOXIACHHOTO THIIOTHPEO3a
UCCIICIYIOT YPOBEHb TOPMOHOB  ITUTOBHJIHOW  JKEJE3BI B KPOBH
HOBOPOYKJCHHBIX. 3a00p KPOBH MPOU3BOJIAT B POAMILHOM JIOME.
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Jleuenue. C MOMEHTAa YCTaHOBJICHUS JUArHo3a MAaIMEHThl MOTYYaroT
HEIOCTAIOMIMN TOPMOH IIMTOBUIHOW KEIE3bl MUPOKCUH B JIEKAPCTBEHHOU
dopme. Jleuenne, HadyaTOE C MEPBBHIX THEH KU3HU PEOCHKA, MPEIOTBPAIIACT
HapylieHus: uureiiekTa. OHO MPOJ0JKAETCS B TEUEHUE BCEH KU3HH.

BOJIE3HHU, BOSBHUKAIOIIUE ITPU HECOBMECTUMOCTH
MATEPH N IIVIOJA 11O AHTUTEHAM KPOBU

910 CaMOCTOSTENIbHASI ~ IPYIa  HACJICJACTBEHHBIX  OOJIC3HEH,
0OYCIJIOBJICHHBIX HECOBMECTUMOCTHIO MaTEepU M IUIO/A [0 AHTUTEHAM KPOBH.
CXeMaTU4YHO TIPOIIECC HECOBMECTHMOCTH MOXET OBbITh MPEACTaBJICH
cileAyonmM  obpazom.  [Ipeanonoxum, KCHIIMHA HMEET pe3yc—
OTPULATEIBHYIO KpOBb. Y IUIOJAa  pe3yCc—IIOJIOKUTEIbHAs KpoBb. OH
YHACJIEZIOBAI OT OTI[A OJIMH W3 aJUICIbHBIX TEHOB, OMPEACISIONINIA HATHIHE
pesyc—dakropa. B mnepuon BHYTPUYTPOOHOTO pa3BUTUS KpOBb IUIOJA
nomnajsaeT B HEOONBIIOM KOJMYECTBE B KPOBOTOK Marepu. VMMyHHas
cucteMa OEpEeMEHHOW pearnpyeT Ha IMOCTYIUICHHE pe3yc—(paKTopa Iioja
BBIpaOOTKOM aHTHUTEeN. OHM HampaBJICHBI MPOTHUB AHTUTCHOB CHCTEMBI PE3YC
ioga. AHTUTENa MaTepu NMPOHHUKAIOT Yepe3 IUIALEHTY, MONaJaloT B KPOBb
wioga W (QUKCUPYIOTCS Ha MOBEPXHOCTH  DPUTPOIMUTOB. Bo3Hukaer
UMMYHHBIH ~ KOHQJIUKT, CIEJACTBHEM KOTOPOTO SIBJIACTCS pa3pylicHHE
(eemonusz) sputporuToB IUIoga. Hambonee wm3ydeHHOE 3a00JieBaHWE STOU
TPYIIBl — TEMOJUTUYECKAs 0OJIC3HD TUI0JIa U HOBOPOXKICHHOTO.

I'emouTHUYeckasi 00J1€3Hb IJIOJA H HOBOPOKACHHOI'0

'emonuTuyeckass OoJie3Hb IUIOAA W HOBOPOXKICHHOTO Pa3BHUBACTCS
Jaimie BCEro TPH Pe3yc—HECOBMECTHMMOCTH KpOBH MaTepu W IUloja. ITa
dopma  Oomne3Hu XapaKTepU3yeTcsl  TSHKEJIbIM — TEUYEHHUEM. Pexe
reMoJIMTUYeCKas 00J1e3Hb 00yCIOBJICHA HECOBMECTUMOCTBHIO IO aHTUTE€HAM
rpynmsl kpoBu (ABO0). Ona nportekaeT B 6osiee Jierkoit popme.

OOpazoBanue aHTUPE3yC—aHTUTENl B OPTaHHU3ME J>KEHIIUHBI C pe3yc—
OTPHUIIATEILHON KPOBBIO MOXKET MPOUCXOJUTH KaK BO BpeMsi OEpEeMEHHOCTH,
TaKk M JI0 €¢ HACTyIUleHHs. B mociegHem ciydae NPUYMHAMH SBIISIOTCS
MIpEphIBaHUS TPEANICCTBYIOMUX  OepeMeHHOCTe (MCKYCCTBEHHBINH abopT,
CaMOTIPOM3BOJILHBIN BBIKUIBIII, BHEMATOUHASS OEPEMEHHOCTh), TMEepPEITUBaHNE
KEHIMHE PEe3yCc—TONIOKUTENbHOU KpoBu. K oOpa3oBaHmio B OpraHusMe
MaTepy aHTHTEN MPOTUB AHTUTCHOB CHUCTEMBI PE3YC IUI0JA TIPUBOIUT TAKKE
npeapiaymas 6epeMeHHOCTh, KOTOpasi 3aKOHYMIIACh POXKACHHEM peOeHKa C
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pe3yCc—TOJOXKUTENBHOM  KpoBblo.  CrnenoBarenbHO,  IIPHU KKJI0U
MOCIEAYIOEH OEpEMEHHOCTH Y KEHIIMHBI C Pe3yCc—OTPUIIATENIbHON KPOBBIO
BO3pAacTaeT PUCK Pa3BUTHSA TeMOJUTHYECKOW Oomne3nu mioga. Obpa3oBaHue
aHTHUTEJ B OPraHU3ME JKCHITUHBI U Pa3BUTHE T€MOJIMTUYECKON OOJIE3HU TUI0AA
BO3MOXHBI JlaX€ TpU MEepBOM OEPEeMEHHOCTH, €CJIM OHAa  IPOTEKaeT ¢
OCIIO)KHEHUSIMU  (Yyrpo3a BBIKUJIbIIIA, 3a00J€BaHUS S>KEHIIUHBI U JIp.).
OOpaszoBaBiuecss aHTUTENa MOCTYNAlOT W3 OpraHM3Ma MaTepu  4depes
IUTAIIEHTY B KPOBOTOK IUIOa U (PUKCHUPYIOTCA HAa €ro JpUTPOIUTAX.
Bo3aukaer *MMYHHBIN KOHQIMKT MEXAY aHTUTCHAMH CHCTEMBI PE3yC TUIofa
Y aHTUTEJIAMU MaTEpH, YTO MPUBOJUT K Pa3pyLICHUIO SPUTPOLIUTOB IIIOJA.

IIlpossnenus. TsokecTh  TeMOJIMTHYECKOM OO0JIe3HHM 3aBUCHUT  OT
KOJIMYECTBA AHTUTEJN, IPOHUKIINUX Yepe3 IJIALEHTY B OpraHu3M Iuoga. Yem
BBIIIIE YPOBEHb AHTUTEN B KPOBH ILJIOJA U HOBOPOXKIEHHOTO, TEM TSKEIIEE
nmpoTekaer 3aboneBaHue. B pesynbrare paspyuieHus APUTPOLIUTOB
pa3BuBaercsa awemus (MajmokpoBue) muiofa. OH HCHBITHIBAET KHUCIOPOIHOE
rojionanue. ['eMonu3 3puTpOLUTOB CONMPOBOXKIAETCA HAKOIUIEHUEM B KPOBU
II0JJa U HOBOPOXKJICHHOTO HENpsMoro OunupyOuHa. DTO 00YCIOBIUBAECT
pa3BUTUE OJicemyXu YK€ B IEPBbIE CYTKH IOCIE POXKACHUA. YPOBEHBb
OwpyOuHa OBICTPO HapacTaeT, AOCTUTash TOKCHYHOMW /I TOJIOBHOTO MO3ra
KOHIICHTpaIuu (saepHasi xkenTyxa). B pesynapTare mopakeHuss Mo3ra y
HOBOPOKIEHHOTO pa3BUBAIOTCS CYNOPOTH. YCWIEHHOE pa3pyLICHUE
SPUTPOLUTOB OOYCJIOBIMBAET TMOSBICHUE OYAaroB KPOBETBOPEHUS B NEYCHH,
CeJe3eHKe, MOYKax IUIoJa, IUIAlleHTe. OTH OpraHbl  yBEIMYMBAIOTCA B
pasMmepax, Hapymaercs HX (QYHKIUSA, CTPagaloT OOMEHHBIE MPOIIECCHI.
Pa3BuBaercst oreunas ¢popma OosiesHu. s reMonuTHueckoit 6osie3HH mIoAa
XapaKTepHbl BPOXKICHHBIE OmeKkyu TOJIKOKHOU KIETYaTKH, CKOIUICHHE
KUJAKOCTH B TUIEBPAILHOM U OPIOMIHON MOJIOCTSAX. PEOEHOK MOXKET pOAUTHCS
MEPTBBIM WJIK B OUYEHb TSHKEJIOM COCTOSIHUM.

Huacnocmuxa 6 nepuoo oOepemennocmu. Haunbonee TOUHBIM MeTox
BBISIBJICHUSI TEMOJIMTUYECKOW OO0JIe3HW B TMepuoa OEpEeMEHHOCTH —
UCCIIEOBAHUE KpOBM IUJIOJA, IIOJIyYEHHOW IIyTEM KOPJOLIEHTE3a.
NHpopMaTUBHBIM  METOAOM  SBIISIETCS Y3 mioga. CymecTByroT
JIOCTOBEPHBIE YIbTPA3BYKOBbIEC TPU3HAKK TE€MOJIUTUYECKON OOJIE3HH.

IIpocnosuposanue eposmuocmu pazeumus 2eMOIUMUYECKOU OOIe3HU.
B kxpoBu pesyc—oTpunaTtenpbHOW OEpeMEHHON IKCHIIMHBI OIMPEACIISIOT
aHTUpE3yC-aHTUTENa U UX ypoBeHb (TuTp). Hapactanue TuTpa aHTUTEN B
JUHAMHUKE CBUJIETEJIbCTBYET O BO3MOXXHOM Pa3BUTUU  TE€MOJIUTHYECKOU
Oone3nu 1uioga. Ha cerogHsmHuil JeHb CTallo peanbHOCTBIO OINpPEACIICHHE
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pe3yc—TprHaIexKHOCTH KpoBu 1iona o ero JIHK B kpou matepu (ITL[P—

JIMAarHOCTHKA).
Jleuenue. EIUHCTBEHHBIN METOJ JICUEHUS TKEIOU IeMOJIMTHUECKOU
00J1e3HU TJ10/1a, TTO3BOJISAIONINI COXPAHUTh €r0 KU3Hb — BHYTPUYTPOOHOE

NepeIMBaHUEe OTMBITBIX APUTPOLUTOB. [Iporeaypa oOCYIIECTBISIETCS ITyTeM
KOPJOIICHTE3A.

Ilpogunakmuxka. OnHa TmpeanonaraeT oTkas OT MPEpPbIBaHUS TEPBOMH
OCpEeMEHHOCTH Y JKCHIIMH C pPe3yc—OTpUIaTeIbHOW KpoBbio.  JIroGoe
MepeIMBaHUE KPOBU KEHIIUHE JIOJHKHO OCYIIECTBIATHCS TONBKO C y4ETOM
pe3yCc—TPUHAIIICAKHOCTH KPOBU JOHOpA M peuunueHTta. B Hacrosiee BpeMs
OepeMEHHBIM C pPe3yC—OTPHUIIATeIbHOW KPOBBIO M OTCYTCTBHEM pe3yCc—
AQHTUTEJl BBOJUTCS AaHTHUPE3YC—HUMMYHOTJIOOYJIMH 4YesioBeKa (TIPOU3BOICTBO
CIIA). Dto mpenoTBpaliacT pa3BUTHE TeMOJUTUUECCKON O0JIe3HH TII0/1a.

BPOKJIEHHBIE IIOPOKHU PA3BUTUA

Bpootcoennwvie nopoku pazeumusn (BIIP) — cmoiikue omkioneHus 6
CMpOeHUU O0p2aH08, 603HUKAIOW{UE GHYMPUYMPOOHO U GblX00AWUE 3a
npeoesnvl éapuayuii HOpMbl.

ITo nmpoucxoxaeHnto paznuuaroT Tpu rpymmsl BIIP: 1) nHacnencrBeHHo
oOycnoBieHHble; 2)  OOyCIIOBJICHHBIE  TEPaTOTEHHBIMHU (CPEIOBBIMH)
dakropamu; 3) MynbTU(HAKTOPHEIE.

Hacneocmeenno o0ycnoenennvie BIIP BO3HHMKAalOT B pe3yJbTare
MyTalMid XpOMOCOM WJIM T€HOB. MyTaluu NpOUCXOAST B MOJIOBBIX KIIETKaxX

ponutenelt pebeHKa WM ero 0OoJjiee OTHAJICHHBIX MPEIKOB. B nepsom
cliydae peyb HUAET O BHOBb BO3HHUKIIUX MYTallMiX, BO BTOpOM — 00
YHaCJICIOBaHHBIX MyTalusax. B bemapycm k rpymnme HaciaeacTBEHHO

oOycnosnennbix BIIP otHOcATcs 10 25 % BcexX MOPOKOB pa3BUTHSI, U3 HHUX
OKOJIO OJTHOM TPETH CBSI3aHO C MYyTal[MsIMU B TMOJIOBBIX KJIETKaX POIUTENEH.
ITopoku pa3BUTHUS JAHHOW I'PYIIIbI, KaK IPABUJI0, MHOKECTBEHHBIE.

K HACJIEICTBEHHO  OOYCIIOBJIEHHBIM  TIOPOKaM  OTHOCATCS
XPOMOCOMHbIE CUHOPOMbI,  CBA3aHHBIE C M3MEHEHHEM YHCJIa XPOMOCOM.
[Ipumepom siBnsiercs cuHApoM JlayHa, NpeacTaBistoOMUA COOOM KOMILIEKC
MHO>XECTBEHHBIX BPOXJICHHBIX MOPOKOB Pa3BUTHS. 3HAUUTENILHO PEXe
BCTPEYAIOTCS MOPOKH, CBSI3aHHBIE CO CTPYKTYPHBIMH  H3MEHEHUSIMU
XPOMOCOM.

I'pynma  HacienctBeHHO oOycnoBiaeHHbIX BIIP Brirodaer Ttaxoke
OOJIBIIMHCTBO MHOKECTBEHHBIX TOPOKOB Pa3BUTHS, CBSI3aHHBIX C T'€HHBIMHU
MyTaluusMu. X Ha3bIBAIOT 2eHHbIMU CUHOPOMAMU.
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BIIP, ooycnoenennvie mepamozeHHvlMu GaKkmopamu, BCTPEUAIOTCS
3HAYUTENIbHO PEeXe, YeM HAaCJIeJCTBEHHO OOYCIOBJICHHbIE. 1epamozcenmvie
@axkmopsl — HEONArONpPUITHBIE BO3JIEHCTBUS BHEIIHEH Cpelibl, CIOCOOHBIE
HapymaTh pa3BuTue 3apojibiima. [Io 0000ImEeHHBIM JTUTEPATYPHBIM JaHHBIM,
OHM MOTYT ObITh TpuuuHOoM mioutd 10 % BIIP. B benapycu c
TEepaTOreHHbIMH (haKTOpaMu CBsI3aHO OKOJIO 3 %  BpPOXKJACHHBIX MOPOKOB
pazButus. OObIYHO 3TO MHOKecTBeHHble BIIP, mmenyemble cunopomamu
(cuHAPOM BPOXKIAEHHON KpPacHYXH, «aJIKOTOJIbHBIA CHHAPOM ILIona»). Pexe
TE€pPATOreHbl BBI3BIBAIOT PAa3BUTHE HW30JMPOBAHHBIX W CUCTEMHBIX MOPOKOB

pa3BUTHSI.
BIIP mynsmugakmoprnozo (KOMOUHUPOBAHH020) RNPOUCXOHCOCHUA
ABJISIIOTCSL.  PE3yJIbTaTOM COBMECTHOTO JEHCTBUSA TeHETHYECKUX M

TepaTOTeHHBIX (pakTopoB. MyNIbTH(HAKTOPHOE MPOUCXOXKICHUE HMEET
OOJBIITMHCTBO ~ M30JMPOBAHHBIX TIOPOKOB paszBuTHsA. K HHM OTHOCATCS
CITUHHOMO3TOBBIC TPHDKH, TTOJTHOE WIIA TIOYTH MOJTHOE OTCYTCTBUE TOJIOBHOTO
MO3ra, BPOXIEHHBIC MOPOKH cepAmna (AePEeKThl MEXOKETyT0YKOBON U
MEXIIPEJCePAHON TEPEropoIoK Cepama), HEKOTOphIe PpaCIICIMHBI T'yObl
u/unu He6a. OCHOBHOM MPUYMHON MX BOZHHUKHOBEHHS SBIISIIOTCS MyTaruu. Ho
OHM HE HWHIYIUPYIOT IIOPOK pa3BUTHUS, a Jumb  00YyCIOBIMBAIOT
MOBBINICHHYI0 YYBCTBUTEIBHOCTh 3MOpHOHA K TeparoreHaMm. «lIycKoBBIM»
MEXaHU3MOM B Pa3BUTHH BPOXKICHHBIX IOPOKOB MYJIBTH(PAKTOPHOTO
MTPOUCXOKICHUS SIBIISTFOTCS:

* HecOaTaHCHPOBAHHOE MMUTAaHUE OCPEeMEHHOM, IPEeXk Ie BCero, ACHUIIUT
HE3aMEHHUMBIX aMUHOKHUCJIOT U BUTAMHUHOB, OCOOCHHO (hOJIMEBOI KUCIIOTHI;

» neduiut oga U celeHa;

* KHCJIOPOJHOE TOJIOIAHKE 3apO/IbIlIa BCIICACTBHE 3a00JEBaHNN TI10/1a
Wi OCpeMEHHOM, TOBPEKICHUS TUIAIICHTHI, AKTUBHOTO WJIM MACCHBHOTO
KYpEHUS B TIEpHO]T OEPEMEHHOCTH;

* HEKOTOpbIE XUMHYECCKHE 3arps3HUTEIN BObI, BO3/IyXa, MPOIYKTOB
IATaHMS.

Boiaensitor 5 0CHOBHBIX TPYIIT TEPATOTEHHBIX (DAKTOPOB:

Ilepsas epynna.  WOHWUBMPYIOWIAS paauanus,  OpraHUYECKUE U
HEOPTraHWYCCKUE XUMHUYCCKHUE COCIMHCHHMS, 3arps3HSIONIME BOAY, BO3IYX,
MIOYBY, TIPOYKTHI TUTAHUS: MPOMBIIIJICHHBIC BHIOPOCHI,  TSIKEIBIC METAILIBI
(pTyTh, CBHUHEI, KaaMuii), CEIBLCKOXO3SIMCTBEHHBIE SIJIbI, B TOM YHCIC
TIECTHITU I, WHCEKTHUIIMIbI, MHHEpaJbHbIC YAOOPEHHS, MPOIYKTHI
HedTenepepabOTKH 1 HEIIOJIHOTO CTOPAaHMS TOPIOYEe—CMa30YHBIX MaTEPHAJIOB,
npodeccoHambHbIC BPEIHOCTH, CBS3aHHBIC C paguanied U XUMHUYCCKUM
IIPOU3BOICTBOM.
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Bmopas epynna: TokcuuHBIE BEIIECTBA, JIOOPOBOJBHO MPUHUMAEMbIC
BHYTPh WJIU BJBIXaeMbIe B MEpPUOJ OCPEMEHHOCTU: aJKOTOJb, HAPKOTHKH,
TaOQYHBIN JIBIM.

Tpemovs epynna: NEKapCTBEHHBIE CPEACTBA, IPUMEHSIEMBIE B MEPHUO/T

OepeMeHHOCTH (aHTUOMOTHKH, aCIUpUH, CHOTBODHEIE,
IPOTUBOSUJICIITHYECKHAE CPEICTBA, TTOJIOBBIC TOPMOHBI | . ).
Yemeepmas epynna: BHYTPUYTpPOOHBIE HH(EKIMH (KpacHyxa,

IIATOMET NS, TOKCOTUIa3Mo3, cuduirc, BUY).

llamas epynna: HapylnieHus oOMEHa BEIIECTB y OEPEMEHHBIX KEHIUH
(caxapubiii muaber, ACHUIUT HE3AMEHUMBIX AMHHOKHCIIOT M BUTAMHUHOB,
0COOCHHO (POJIMEBOM KUCIIOTHI, JeMUIIMT HOojJa U cejieHa, ToJIoaHue).

[Ipuunna 60 — 70 % BIIP mo cux mop ocTaercs HEU3BECTHOM.
[IpeamnonaratoT, YTO WX BO3HHUKHOBEHHWE MOXET OBbITh OO0YCIOBJICHO
COYETAaHHBIM BJIUSHUEM MHOTHX HEOJArompusiTHBIX (DAKTOPOB OKpYKaromiei
cpedbl Ui KOMOMHAIMENH HACIEICTBEHHBIX U TEPATOTC€HHBIX BO3JACHCTBHIA.

[Ipy HEnmocpeACTBEHHOM BO3JECUCTBUU TEPATOTCHHBIX (PAaKTOPOB Ha
AMOPHUOH HAPYIIAIOTCS MPOIECCHI JIETICHUS, Pa3MHOKEHUS U pacnaja KIETOK.
[lepBuunasi rubenb KIETOK, BbI3BaHHAs HEOJIAronpusTHBIM BO3JIEHCTBHEM,
ABJISIETCA TPUYMHOM OTCYTCTBUSI OpraHa WM €ro 4acTu. 3afepKKa WIH
3aMeJUIeHue pacrnaja KIETOK MOTyT TMPUBOJIUTH K  (POPMHUPOBAHUIO
100aBOYHOM JTOJIM OpraHa Ju0o K ero yJABOEHHUIO (100aBOYHAsI A0JIS JIETKOTO,
YABOEHUE TMOYKH, IMIECTUNANOCTh). ['eHeTUUeCKui anmapar KJIETKU OCTaeTCs
IIpU 3TOM HEeNoBpexkAeHHBIM. [Ipu ycTpanenuu BpeaHoro pakrtopa MporHO3
JUIsL OYIyIIETO MMOTOMCTBA MOJKET OBITh OJIarONPHUSTHBIM.

CreneHb 4YyBCTBUTEIBHOCTH 3apOJbIIIA YEJIOBEKAa K TEpaTOreHaM Ha
pa3HBIX CTaaUAX BHYTPUYTPOOHOIO pa3BUTUSI HEOJMHaKoBas. [lepuoss
HauOOJbIIEH  YYBCTBUTEIBHOCTH SMOpHUOHA K  BO3JEHCTBUIO
HEONMaronpusTHBIX (PAKTOPOB  HA3BIBAIOT  KPUMUYECKUMU RNEPUOOamu
IMOpUOHATLHO20 pazeumusi. K HUM OTHOCSTCS:

* WMIUIAaHTalUSI — BHEAPEHHE 5SMOpPHOHA B CIM3UCTYIO 000JIOYKY
MaTtku (6 — 7—€ CYTKHU HOCJIE OIJIOJOTBOPEHHUS);

* [uIaneHTanus — oOpa3oBaHue mianeHTsl (14 — 15-e cyTku mocie
OIIOAOTBOPEHUS );

e opraHoreHe3 — 3akjagka U (opmupoBaHue opraHo (4 — 8-4
HEJIeTIM TIOCJIE OIUIOAOTBOPEHMUS).

Ha 2 — 3-i1 Hememsx  mocjie OIUIOAOTBOPEHHUS  IPOUCXOIUT
o0pa3oBaHME 3apOJIBIIIEBBIX JTUCTKOB M 3aKjIaJKa OCeBbIX opranoB. C 4—ii mo
8—10 Hemenu  SMOPUOHAIBHOTO pa3BUTUSA  (DOPMUPYIOTCS  BHYTPEHHHE
OpraHbl U CHCTEMBI Opranusma uesnoBeka. Ilepuod co 2—ii no 8—i0 nedenu
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GHYmMPUYMPOOHO20 pPA36UMUs xXapakmepusyemca MaKCUMAabHOU
YYECMEUMENIbHOCIbIO  3apO0blia K  MEPAmOZEHHbIM  (pakmopam.
[lopaBnstomee OonbmmHcTBO BIIP, 00ycCiioBneHHBIX TE€PAaTOT€HHBIMHU
BO3JCUCTBUSIMU, BO3HHMKAIOT B J3TOT NepuoA. Jlimsd Kaxaoro opraHa ecThb
KPUTHUUYECKUN CPOK, B TEYEHHE KOTOPOrO MOBPEKIAIOUINN (PAKTOP MOXKET
UHAYLHAPOBATh €ro IIOPOK pa3BUTHA. B CBA3M ¢ TeM, 4TO 3aKjIajgka MU
(opMuUpOBaHHE LEHTPAJBLHOM HEPBHOM CHCTEMbl M cepala MPOUCXOMAST
paHbLIE, YeM JIPYTUX OpPraHoB, UX pa3BUTUE HapyllaeTcss NpH
HEOIaronpHusTHBIX BO3JAEHCTBUAX HA SMOPUOH B MEPBYIO OYEPEIb.

B 3aBucumoctn ot cpoka Bo3HUKHOBeHHs BIIP ycnoBHO nensrcs Ha
raMeTonaThu, 0J1acTonaTuy, SMOPHONIAaTUU U (PETONATHH.

I'amemonamuu — HacIeCTBEHHO 00YCIIOBIECHHBIE IOPOKU PA3BUTHA,
B OCHOBE KOTOPBIX JIEKAaT MYyTAallMd B IIOJIOBBIX KJIETKAaX pPOJIUTENIEH.
CremoBarennbHO, BCE ITIOPOKM pAa3BUTHS  HACIEACTBEHHOM IPUPOABI —
cinencteue rameronatuii. OHM MOTYT OBITh HNPUYMHON THOENH 3apoibllia
(JieranpHBIE MyTaluH), CaMOIPOM3BOJIBHBIX BBIKUABIIIEH B PaHHUE CPOKHU
O0epemenHoctd, TIpyObix BIIP, compoBoxparomuxcsi  3HAYUTEIbHBIM
HapyleHneM (QyHKIUH, XPOMOCOMHBIX CHHJIPOMOB.

bnacmonamuu  —  TIOpOKM  pa3BUTHA, WHIYLIUPOBAHHbIE
BO3JICWCTBHEM MOBPEXKIAIOIMUX (PAKTOPOB Ha 3apoAblll B MEpBble 15 cyTok
Iocje  OIUIOAOTBOpeHMs.  Yame  Bcero OHM  CIOyKaT  [PUYMHOU
CaMOINPOU3BOJIBHBIX  BBIKUBILIEH, MOTYT TPOSBISTHCS BHEMATOYHOU
O6epemeHHOCThIO. CreACTBUEM OJacTONATUN SIBJISIOTCA TaKUe TMOPOKH, Kak
cpoclasics JBOMHS, LIMKJIOIHS.

Imbpuonamuu — BpPOXKICHHBIE MOPOKH Pa3BUTHUS, UHIYLIUPOBAHHbBIC
BO3JICUCTBUEM MOBpEXKIAONIMX (akTOpoB Ha 3MOpHoH (¢ 16-ro aHS mocie
OIJIOZOTBOpPEHMsI 70 KOoHIa 8- Henenu). DopMupoBaHHEe BHYTPEHHUX
OpraHoB  MOJKET OBbITh HAPYIIEHO pAa3JIMYHBIMU TepaToreHamMu (ajaKoToJb,
HapKOTUKH, JIEKAPCTBEHHBIE CPEACTBA, caXxapHbId auaber y  Marepw,
BHYTpUYTPOOHBIE MHPEKIUUA U Jp.). DMOPHUONIATHH MOTYT OBITh NPUUYUHOMN
rubeny 3apojplllla M CaMOIPOU3BOJIBHBIX BBIKHIBIINIEH. Kiaccuueckuid
pUMEpP JAaHHOM MATOJIOTMM —  AJKOTOJIbHAas SMOpHONATHsI, U3BECTHAS MO
Ha3BAaHUEM  «QJIKOTOJBHBIA  CHHIPOM  IUJIOJA». OHa mnposBIseTCS
BPOXKJICHHBIMU MOPOKAaMHU Pa3BUTHSI MHOTHX OPTaHOB U CUCTEM.

@emonamuu — Bce BUJIbI IATOJIOTUH, OOYCIOBJIEHHBIE BO3/EHCTBUEM
noBpexaammx ¢akropoB Ha 1wion (¢ 9—i Hemenmu  BHYTPUYTPOOHOTO
pa3BuTHs 10 poAoB). IIopoku pa3BUTHSA 3TOM IPyNIbI OTHOCUTEIBHO PEIKH,
TaK Kak 3aKJiaJjka 1 (OpMUpPOBAHUE BHYTPEHHUX OPraHOB M BHEIIHUX YacTen
Tena 3apojbllla  yxXe mnpousounud. Ho mpomecc pocra m pa3BUTHS HX
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npogoipkaercsa. llon BiausiHMeM HeOIaronmpusTHHIX (PaKTOPOB BO3MOXKHBI
YMEHBIIEHHE MacChl W/WIM pa3MEpoOB OpPraHoB (THMOILIA3uUs), 170.4
HEJI0pa3BUTHE. [Tpumepom  ¢eTonatuit ABIACTCA KPUNTOPXU3M —
HEOITyIIICHUE SIUYEK.

K BpOXJI€HHBIM MOPOKaM pa3BUTHUSI OTHOCATCS:

* 8POJICOEHHOE OMCYMCMBUE OP2aHa Uil e2o yacmu:. aHo(TaabMus —
OTCYTCTBUE OJHOTO WJIM 00OUX TJIA3HBIX S0JIOK, aHAHIIePainusi — TOJHOE WIN
IIOYTH MOJIHOE OTCYTCTBHUE F'OJIOBHOTO MO3Ta;

* HeOoOpazeumue Opeamd, YMeHbUleHue e20 Maccbl U pa3mMepos:.
MUKpouedanus — Majble pa3Mepbl TOJIOBHOTO MO3Ta M MO3TOBOTO Yepera,
MUKpO(TaIbMUSI — MaJible pa3Mephl TJIA3HOTO S0JI0Ka;

*  ypesmepHoe ygeiuueHue pamMepos8 op2ana Ui dacmeu mena:
Makpouedamuss — uype3MepHO OoJipllas TOJIOBA, MAaKpOIJIOCCHS —
YpPE3MEPHO OOJIBIION S3BIK;

* omcymcmeue KaHaia uiu ecmecmeeHHo20 omeepcmus, Hapumep,
OTCYTCTBHE 3aJHENTPOXOJHETO OTBEPCTHS;

* yogoeHue opeana uiu e2o wacmu (yIBOEHUE TOYKH, MOYETOUYHHUKA,
MaTKH);

* pacnonodxcenue opeana 6 Heobvlunom mecme (Cepiie BHE TPYTHON
KJIETKH) U JIp.

Paznuyaror mopokuM HapyXKHBIX YacTedl Tena (paciiesiHa BEpXHEH
ryObl, IIECTHIIAJIOCTh) W TOPOKH BHYTPEHHHX OPTraHOB (CHHMHHOMO3TOBas
rpbbKa, J100aBOYHAsl CENe3eHKa, CpalleHhe IMo4YeK). BpokaeHHble MOpPOKH
pa3BUTUSL MOTYT OBbITb U30IUPOBAHHBIMU, UTU OOUHOYHBIMU, KOTJIAa UMEETCS
MIOPOK TOJIBKO OJJHOTO OpraHa (BPOKICHHBIN TMOPOK CEpAla); CUCMEMHbIMU,
KOTJa MMEETCS IOPOK HECKOJbKUX OPraHOB B IMpeAeiax OJAHOU CHCTEMBI
opranuzma (BIIP mouek W MOYETOYHUKOB) U MHONCECMBEHHbIMU, KOTAa
UMEIOTCSI IOPOKU MHOTHUX OPTaHOB PA3JIMYHBIX CHCTEM OpraHu3Ma (coderaHue
pacHIeIMHbI BEPXHEH I'yObl, KOCOJAOCTH U BPOKICHHOTO MTOPOKA CEPIIa).

BONpIIMHCTBO  M30JIMPOBAaHHBIX IIOPOKOB  Pa3BUTHSA UMeeT
MynbTU(aKkTopHOE NporcxoxkaeHue. HacnencrsenHo o0ycnosieHHsie BIIP u
MTOPOKH, BbI3BAaHHBIE TE€PATOT€HHBIMU (PaKTOpaMH, OOBIYHO MHOKECTBEHHBIE.

MPOPUJIAKTHUKA BPOKJIEHHBIX U HACJIEJCTBEHHBIX
BOJIE3HEU

Benymyto ponb B mpoduiIakTHKe BPOXKIACHHBIX M HACIEICTBEHHBIX
OOJIe3HEW UTpaeT MeOUKO—2eHemu4ecKoe KOHCYIbmuposanue.
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[lenv KOHCYNbTAallUM Bpaya—TEHETHMKA —  YCTAaHOBJIIGHHE  pHUCKa
poxneHuss peOCHKa ¢ BPOXKIECHHOW WIIM HACICICTBEHHOW MATOJOTHEH W
OKa3aHHE MOMOIIN CEMbE B IPUHITHH PEIICHUS O TETOPOKICHUH.

3a0auu MeIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUSA:

— KOHCYJIbTUPOBAHUE CYIIPYTOB JI0 TUIAHUPOBAHUS 3a4aTus;

— KOHCYJIbTUPOBaHHE OOJIbHBIX HACJIeICTBEeHHbIMU OoJie3Hsimu u BITP;

— JIMarHOCTHKA BPOKJICHHBIX M HACIIEJICTBEHHBIX O0JIe3HEH I10/1a B IEPUO]]
BHYTPHYTPOOHOTO Pa3BUTHSI,

— TpomaraHja Cpead HaceJICHUsS MEIUKO-TUTHCHHYCCKHX 3HAHUH,
HalpaBJICHHBIX Ha MNPOPUIAKTAKY BPOXKIECHHBIX U  HACIEICTBEHHBIX
0oJe3He.

Paznuuaror 1Ba BHJIa MEAMKO-TEHETUYECKOIO KOHCYJIbTHPOBAHUS:
POCIEKTUBHOE (MIPEABAPUTENIHHOE) U PETPOCTIEKTUBHOE (TEKYIIIEE).

lIpocnexmugnoe MEOUKO —2eHemu4ecKoe KOHCYIbMUpo8anue
MIPOBOJIUTCS 10 TJIAHUPOBAHMS 3a4aTvs WM B PaHHUE CPOKH OCPEMEHHOCTH
MIpU HAIMYUU PUCKA POXKIEHUS O0JbHOTO pedbeHka (Bo3pact Oyayiiei Marepu
crapiie 35 yer, KpOBHOPOJCTBEHHBIA Opak U Jp.) B CEMbsX, TJIE€ paHee He
OBLIIO OOJIBHBIX JIETEH.

Pempocnexmuegnoe MeOUKO —2eHemuiecKoe KOHCYIbMUpoB8anue
MPOBOJUTCA B CEMbAX, I/I€ YXe€ poauics OOJIbHOW peOeHoK, i
YCTaHOBJICHHS CTEMIEHW PHCKA HACIICICTBEHHOMN MAaTOJIOTHH Y TTOCIIETYIOITIX
JIeTeN.

B uoeane Kaxcoan cynpyyceckas napa 00J1ICHA
NPOKOHCYTbMUPOBAMBCA Y 6PAUA—2€HEMUKA 00  NIAHUPOBAHUSA
oemoposcoenusn. CTUMYIIOM JJIsl IPUHSTUSL CAMOCTOSITEIbHOTO PELICHHUS] O
HEOOXOAMMOCTH MEIUKO—TCHETHYECKOTO KOHCYIbTUPOBAHMS JTOJDKHBI CTATh
YyBCTBO OTBETCTBEHHOCTH 3a 3JI0POBbE Oyjyiiero pedeHKa W  3HAHUE
COOCTBEHHOMU pooociosHoti. POOCTIOBHAS TMpeIoaracT HAIMUUe CBEICHUN
O COCTOSIHUM 3JIOPOBbSI POJICTBEHHHKOB IO JIMHUM MaTepH W OTIla HE MEHee
4eM B TpEX MOKOJICHUSIX. AHaJIW3 POJOCIOBHONM TO3BOJIIET OTBETUTh Ha
BOIIPOC, SIBJISIETCS JIU JAHHBIN MPU3HAK HACICACTBEHHBIM, YCTAHOBUTbH THII
HACJCJIOBaHWS W TPOTHO3MPOBATH BEPOSITHOCTH  POXKICHUS pPEOCHKA C
HaCJIEeACTBEHHOMN MMaTOJIOTHUEH.

Menuko-TeHeTHIecKoe KOHCYIbTHPOBAHUE 00SA3AMENbHO.

— TpU POXKACHUU B CEMbe peOeHKa ¢ HACJICACTBEHHBIM 3a00JIeBaHUEM
WJIM BPOXKICHHBIM TIOPOKOM Pa3BUTHS;

— MpU  HAJIUYUHA BPOXKICHHOW WJIM HACIEACTBEHHOMW MATOJOTHH Y
OJTHOTO W3 CYIIPYTOB WJIA Y OJIMKANTIINX POJICTBEHHUKOB,;

— IIpU KPOBHOPOJCTBEHHBIX OpaKax;
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— MpU TUIAHUPOBAHUU MEPBON OEPEMEHHOCTH Y JKEHIIUHBI cTapiie 35
JET;

— MpU HOBTOPHBIX CAMOIPOU3BOJIbHBIX BBIKUJIBIIIAX;

— MpU BO3JICUCTBUM B PAaHHHUE CPOKU OEPEMEHHOCTH HWOHHM3UPYIOIIHNX
U3ITy4YeHUN (mpodeccuoHanbHbIC BPEIHOCTH, PEHTI€HOJIOTUYECKOE
UCCIIEIOBAHNE).

[lox ecenemuueckum puckom TOHUMAIOT BEPOATHOCTH MPOSIBICHUS Y
MMOTOMCTBAa HACJIEICTBEHHO OO0YyCIOBICHHOW maTtojoruu. Puck Beime 20 %
CUMTAETCS] BBICOKMM. IIpM HEBO3MOMXHOCTH BBISBJIIEHUS HACJIEICTBEHHOU
00JIe3HN WM BPOXKACHHOTO IMOPOKa Pa3BUTHS B MEPHUOA OEPEMEHHOCTH OH
ABJISIETCSl TIPOTHUBOIOKA3aHUEM K JETOpOXKAeHHI0. OIHAKO JOCTHKEHHS
COBPEMEHHOM TI'E€HETUKH TO3BOJIAIOT TUIAHUPOBATH OEPEMEHHOCTh TpHU
BBICOKOM PHCKE HEKOTOPBIX TSDKEJIBIX HACJICACTBEHHBIX 3a00JeBaHUN
(cungpom Jlayna, remodusiusi ¥ Jp.), KOTOpble MOTYT OBITh BBISBJICHBI
COBPEMEHHBIMH METOAAMH JIOPOAOBOM JMArHOCTUKH. bepeMeHHOCTh ¢
COrJjiacusl >KCHILUHBI MOKHO IMpEpBaTh, MPEAOTBPATUB POXKACHUE OOJIBHOIO
pebeHka. B mo0oM cimyuyae ceMbsl JOJKHA 3HATh O CTENEHU I€HETHYECKOIo
pHUCKa J10 TUIAaHUPOBAHMS 3au4aTs, TaK Kak Iocliie 00cienoBaHus u 0ecelbl C
BpayoM OHA NPUHUMAET OKOHYATEIbHOE PEIIEHUE O JIETOPOXKICHUU.

Boiaenstor Tpu ypoBHA NpO(HUIAKTHKM HACIEICTBEHHBIX OOJIE3HEMH:
MEPBUYHYIO, BTOPUYHYIO U TPETUUHYIO NPOPUIAKTUKY.

IHepBuyHas npodpuiakTuka

Ilepeuunasa npogurakmurka 6pONHCOEHHBIX U HACAEOCHMEEHHBIX
Oone3neil KIOUaAem MepOnpusmus, HANPAeieHHble HA NpedynpeydcoeHue
3auamus 601bH020 pedenka. OHA peaTn3yeTcsl TPEMs MYTSIMH:

* IJIJAHUPOBAHUE JIETOPOXKIACHUS;

* 3ammMTa Cpeapl OOWTaHUS 4YeIOBEKa OT JOMNOJIHUTEIIbHBIX
AHTPONOTCHHBIX 3arpsi3HUTENEH (MyTareHOB U TEPATOTEHOB);

* BUTAMUHU3AIIMS HACEICHUSI.

IlianupoBanue 1eTOPOKIACHUS
[InaHupoBaHue AETOPOXKACHUS BKIIOUAET TPU OCHOBHBIE HAIIPABIICHMUS:
* Y4eT ONTUMAJIBHOTO PENpPOAYKTUBHOTO BO3pacTta CyHOpyroB: s
KEHIIUHBI B uHTEpBasie 19 — 35 ner, nnsg MyX4WHbl — HeE ctapiie 35
JIET;

31



* OTKa3 OT JETOPOXKICHHS IIPU BBICOKOM  PHUCKE HEM3JICYMMBIX
HACJIEICTBEHHBIX 3a00JeBaHUIl, KOTOpblE HE MOTYT OBITh BBISBJICHBI
HAaJIe)KHBIMA METOJIAMHU JI0POJIOBOW TUAarHOCTUKH;

* OTKa3 OT JETOPOXKJEHUS NpPHU KPOBHOPOJCTBEHHBIX Opakax M Opakax
MEXAY JBYMS IT'€TEPO3UTOTHBIMA HOCUTEISIMU MYyTaHTHOI'O T'€Ha.

CorylacHO COBPEMEHHOM TOYKE 3pEHUs, OKOHYAHHUE JETOPOXKIACHUSA
10 JOCTHXKEHHA cynpyramu Bo3pacta 30 — 35 ;mer  sBIseTcsl OAHOM U3
JICHUCTBEHHBIX Mep NPO(UIAKTUKMA HACIEICTBEHHBIX Oone3Heit. Takas
IIPOJOJDKATEIBHOCT  ACTOPOJHOIO IIEPUOJA BIOJHE JOCTAaTOYHA IS
TUTAHUPOBAHMSI POXKJICHUSI B CeMbe He MeHee 3 — 4 JeTeil ¢ ONTUMAabHBIM
UHTEPBAJIOM MEXIy pojaMu 2 — 4 roja.

OcHogHble peKomeHOayuu no NIAHUPOBAHUIO OCMOPOIHCOCHUA C
HU3KOU CMENneHbl0 PUCKa 0113 n100a u pedeHKa:

* IUIAaHUPOBAaHWE 3a4aTWsl OCEHBIO W 3WMOH,  KOTJIa CHIDKCHA
BEPOSTHOCTh CIIOHTAHHBIX MyTaIliii 1 HIMMYHHOTO KOH(JINKTA,;

* IUTAHUPOBAHKUE OEPEMEHHOCTH B ONITUMAIILHOM JIETOPOJTHOM BO3PACTE;

* coOJI0/IeHHE ONTUMAIBHOTO MHTEPBAJa MEXIAY pojaMu — 2 — 4 roja;

* 0OTKa3 00OMX CYNPYroB OT Ta0AKOKYpPEHHUS, aJKOTOJisf, MCUXOAKTUBHBIX
BEIIIECTB HE MEHEE YeM 32 6 MecCsIIeB J0 IaHUPYEMOTO 3a4aTus;

* IUTAHMPOBAaHWE 3ayaTUs HE paHee YeM uepe3 JBa Mecsia Iocie
MEPEHECEHHOTO OCTPOro MHGEKIMOHHOTO 3a0ojeBaHusl (TpUMI, aHTUHA U
ap.);

* MUIAaHUPOBaHNE OEPEMEHHOCTH MPU OTCYTCTBUU Y KEHIUHBI 000CTpEHUH
XpOHUYECKUX OoJyie3Hel B TeueHue 1 — 5 mer (B 3aBUCHUMOCTH OT
3a0o0JieBaHusN);

* caHalUsd XPOHMYECKUX OYaroB WHGEKIHH (Kapuec, XPOHHUSCKUIH
TOH3WJUIMT) B OpTraHU3ME JKCHITUHBI 10 HACTYIICHUS OCPEMEHHOCTH;

* BaKIMHAIUA TPOTUB KPACHYXH JO I[UJTAHUPOBAHUS 3adatus (eciu
KEHIIMHA paHee He Obljla MPUBHUTA WK HE OoJiena KpacHyXoM);

* OTKa3 OT WMMYHHU3AIMH >KMBHIMU BUPYCHBIMHU BaKI[MHAMU B paHHUE
CpOKH OepEMEHHOCTH (B TOM YHUCJIC )KUBOW BAaKIIMHOU IMPOTUB TPHUIIIA);

* COOJTIOZICHUE TPUHITAIIOB COATaHCHPOBAHHOTO MUTAHUS C JOCTATOYHBIM
coJiepKaHUEM HE3aMCHHMBIX aMUHOKHWCIIOT, BUTAMHHOB W MHHEPaJIbHBIX
BEIIECTB;

* OTKa3 OT HEOOOCHOBAHHOTO MpHEMa MEINKAMEHTOB W CaMOJICUCHUS B
repro 6epeMEHHOCTH;

* paHHUH y4eT 10 OEpEMEHHOCTH B )KCHCKOM KOHCYIbTauu (10 12 Hemeb,
KeJaTeabHo Ha 4 — 6-if Heelsix);
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* o0cieloBaHre B IEPHO] OEPEMEHHOCTH HA HOCHUTENIbCTBO BO30YIUTENEH
uHpekui, cnocoOHBIX BbI3bIBaTH BIIP mmoma (kpacHyxa, TOKCOIIa3Mo3,
BUY, remarut B u C, cudunmc, mpoctoii reprec, MUTOMETaIOBHPYC H JIp.).

[locne BBemeHHWS ~ BaKIMHBI TMPOTHUB KPacCHYXW  IUIAHUPOBAHUE
OEpEeMEHHOCTH PEKOMEHAYETCsS HE paHee 4eM uepe3 3 mecsua. B Teuenue
ATOro mepuoaa HeoOXoMMa HaAeKHAs] KOHTPALICTIIIHSL.

3amuTa cpeabl 00MTAHNS YeJI0BEKA OT MyYTAareHOB U TePATOreHOB

HacnencrBennsie 0ome3Hu, 0OyCJIOBIICHHBIE  CIIOHTAHHBIMHU
MyTaIusIMA,  TPEACKa3aTh HEBO3MOXKHO. OHH SBISIOTCS CIyYalHBIMU
COOBITHSIMU, PEIKUMH ISl KaXKIOTO TeHa. B COBPEMEHHBIX IKOJIOTHYCCKUX
YCIIOBUSX Pa3BUTUE HACJIEJICTBEHHOW MATOJIOTUHU CBSI3AHO MPEUMYIIIECTBEHHO
C UHAYUHMPOBAHHBIMU MYTAlMSMHU. AKTYaJbHOCTh NpPOOJIEMBbI 00YyCIOBIIEHA
TeM, 4TO UX d(PPEKThl MPOSBIAIOTCS HE B MOIMYJSIUU, TOJBEPriIehHcs
BO3JICHCTBHIO, a y IOTOMCTBA B HECKOJBKUX MOKOJEHUAX. C TOUKHU 3peHUs
MpO(IITAKTAKA HACICACTBEHHBIX Oo0Je3HEeH WHAYIUPOBAHHBIM MyTarcHes
JTOJDKEH OBITh ~ HWCKIIOUEH. OTO TMpeArnojiaracT pa3paboTKy W IKECTKUH
KOHTPOJb  BBIMOJHEHUS TOCYJAapCTBEHHBIX MEPONPUATHIA TIO OXpaHe
OKpY XKalolllel cpeibl, MpeloTBpaIlCHHE 3arPA3HEHUS BO3/1yXa, BOJIbI, MOYBHI,
IPOJIYKTOB TMHUTAHUS OPTaHMYECKUMH M HEOPTaHWYECKUMHU XUMHUYECKUMU
COCTMHCHUSIMH, SIBJISIONIAMUCS MOITHBIMH MYyTareHaMu, KOHTPOJb YpPOBHS
WHIYIINPOBAHHBIX HOHU3UPYIONUX H3ITYICHHUH.

K 3amuTe cpeapl oOuMTaHUS YeIOBEKa OTHOCHUTCS TAKXKE HCKIIOUCHHE
U3 Hee (PaKTOPOB mepenaun MHPEKIUd, CrnocoOHbIX MHAyHHpoBaTh BIIP
IpY BHYTPUYTPOOHOM 3apaskeHUH 1UI0a. Tak, s mpo)HIIaKTHKY 3apaXKeHUs

TOKCOIIJIa3MO30M  O€pEeMEHHBIM PEKOMEHIYETCsl  CTPOro co0roaaTh
TUTHEHUYeCKre TpeOOBaHMA MpU  MNPUTOTOBIEHWM MHUIIM (HE MpoOOBaTh
Celpoil  (apu, NnoJBepraTh  MsICO TepMUYECKO  00paboTKe,

COOTBETCTBYIOIICH TEXHOJIOTHH, TIIATEIBHO MBITh OBOIIH, PPYKTHI U STOIBI,
3arpsi3HEHHbIC TO4YBOI). HeoOX0onMMO HUCKIIOUUTH KOHTAaKT C KOIIKAMH —
OMOJIOTUYECKUMH X035€BaMH TOKCOILIa3Mbl. DJIEMEHTApPHBIC MEPHI JIMYHOUN U
CAaHUTAPHOW TUTHEHBI MO3BOJISIOT M30€KaTh HHQPUIMPOBAHUS OEpEeMEHHOU
BUPYyCaMH, OaKTEPUSIMH, MPOCTCHIIIMMHA U WHBA3UU TCIIbBMUHTAMH.

BurtamuHu3anusa HaceJeHUs
Breimenstror 4 OCHOBHBIE HaIlpaBIICHHS MPOGUIAKTHKH  JeuImTa
HE3aMEHUMbIX AMUHOKHUCIIOT, BUTAMUHOB U MUKPOIJIEMEHTOB!
* YBEIMUEHUE  TMOTPEOJICHUST HACEJICHHUEM MPOJYKTOB MMATAHUS,
OoraTbIX IPUPOJHBIMUA BUTAMUHAMHU U MUHEPAJIbHBIMU JIEMEHTaMU,;
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* o0oraiieHie BUTAMUHAMH W MHKPO3JEMEHTaMU MPOAYKTOB MUTAHUS
MaccoBOro motpedseHus (xjae0o—O0ynouHble, MAaKapOHHbIE U KOHAMTEPCKUE
U3JICINS, MOJIOYHBIC TIPOAYKTHI, ()PYKTOBBIE M OBOIIHBIE COKH);

* ynoTtpeOJeHue CHeuuaIn3upOBAaHHBIX MPOJYKTOB IHTAHHUS TUTSI
OepeMEeHHbIX, 000TallIEeHHBIX BUTAMUHAMHU 1 MHHEPAJIbHBIMU 3JIEMEHTAMH;

* IPYEM MOJIMBUTAMUHHBIX MIPENapaToB Jisg OepeMEHHBIX.

[To muenuto skcnieproB BO3, xopoiio opraHM3oBaHHas BUTAMUHHAas
npodunaktTuka B bemapycu mo3BOiHUT MpenynpeuTh POXKIACHUE HECKOIBKUX
COTEH AeTeil ¢ MynbTU(GAKTOPHBIMH TOpPOKamMH pas3BuThsi. JleficTBeHHOMN
Mepor MpoPUIaKTUKU JAepUIINTa BUTAMUHOB U MUKPORJIEMEHTOB MPU3HAHO
oOorailieHlue UMHU MNPOAYKTOB MUTAHUS MACCOBOTO morpebiieHus. B crtpane
OPUHATHL  TTOCTAHOBJICHUS, OOSA3BIBAIOLIUE NUIIEBbIE  MPEANPUITUS
BBIYCKAaTh OOOTALICHHYI0 MPOAYKIHUIO (X1€0, MOJIOKO, SHIO KYypHHOE,
¢pykToBBIE CcOKM U HamuTku). s mpodwiaktuku  aedunmrta  #oaa
MPUMEHSETCS CIUIOIIHAS Hoau3anusl moBapeHHoW coym. Cpenu NMpoayKTOB
NUTaHus, OOraTelX MPHUPOAHBIMH BHUTAMUHAMHU H MUHEPATHLHBIMU
3JIEMEHTaMHU, PEANOUYTEHUE OTIAETCSl OBOIIAM U (QPYKTaM.

JUia  palMOHalNbHOrO  NUTaHWsI  OEPEMEHHBIX  PEKOMEHIYIOTCS
cneyuanu3uposannvie  NpoOyKmul,  OOOTallleHHble  BUTAaMUHAMU |
MUHEpaJIbHBIMH 3JIEMEHTaMU. Takue MpOoJayKThl MPOU3BOIATCA B benapycu u
3a €€ mpeaernaMH: MPOAYKT CyXOMl MOJIOUHbIM «bemmakT»y g NUTaHus
OepeMeHHbIX JKEHIIMH MW KopMmsmux wmatepeil (benapycs), «Demmuiiax»
(Poccus), « Mneunsrit myte» (Poccust), « Aunamapus» (Poccus), «MamnorHa»
(Poccus), «dymun Mama Ilmrocy» (Hanus), «MJ] mun Mama» (Poccuss —
Opannus), «apaMamay (CLLIA). Onu comepkar cOamaHCUPOBAHHBIN COCTaB
O€JIKOB, XUPOB, YII€BOAOB, MUKPO— U MAaKpO3JIEMEHTOB, BUTaMUHOB. lIpu
BBICOKOM PHCKE aJUIEprUYecKuX 3a00JjieBaHUN Yy peOeHKa Jid MUTaHus
OEpeMEHHON PEKOMEHIYETCS HU3KOAJIEPreHHOE KO3bE MOJOKO «AManrtes
(Fonnmanaus). Mosoko o6Oorameno BuTamMuHOM C, GOIMEBONH KHCIOTOM,
JKEJIE30M, 10JI0M, CEJICHOM.

HaubGonee »ddextuBHbli cmocod NpopUIAKTUKH  BUTAMUHHOU

HEJOCTaTOYHOCTU Yy OEpEMEHHBIX — NpUMEHEHUe  NOAUGUMAMUHHBIX U
BUMAMUHHO—MUHepanbHblx  kKomniaekcog. «Tepasur Ilperna» (CIIA),
«Butpym Ilpenatan» (CLLIA), «MynpTUIIPOIYKT» 1711 OEpEMEHHBIX
(Opanmus).

B ceazu ¢ nosvruwennoii nompe6uocmblo 6 nepuoo 6epemetm0cmu 6
seumamunHax u JHCU3IHEeHHO Heo00X00uUMbIX MUHEPATIbHBIX JJ1IEMEHMAX
00CHMOUHOUL ajlbmepHamuebl NPpUMEHEHUI0 noiueumMmAamMuUHHblX U
CUMAMUHHO—MUHEPATIbHbBIX Komnjekcoe He cyuiecmeyem. TaK,
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BUTAaMUHHO—MUHEPAIbHBIN KoMILUIeKC Jjisi OepeMeHHbIX «Tepasut Ilperna»
BKiFO9aeT 12 ButamMuHOB M 10 )XM3HEHHO HEOOXOIUMBIX MHHEPAoB. J03b1
BOJIO— U KHUPOPACTBOPUMBIX BUTAMHUHOB, COJEpIKAIIMECS B OJHOU TabIieTke,
COOTBETCTBYIOT  Oe3omacHomy # 3¢¢deKkTuBHOMY ypoBHIO. B coctas
«Tepaur [Iperna» Bxoaar donuenas KucioTa, MOJ, CeNeH, KalbIUi, HUHK,
KEJNe30 W JIPyrue MUHEpaIbHbIE DJIIEMEHTHI, BBIMOIHSIIONIUE BaXKHYIO
OMOJIOTUYECKYIO POJIb. AJIEKBaTHbIC J03bl  MHUHEPAJIOB MPEIyHpPEKIAI0T
pa3BUTHE >KeNne30AePUIMTHON aHEeMUN y OepeMeHHOW U IUlofa, HOAHYIO
HEJOCTAaTOYHOCTh, CHIKAIOT PHUCK BPOXKJIEHHBIX IOPOKOB pa3BUTHUA U
BHYTpUYTPOOHOI TunoTpodun mioga. Ocoboro BHUMAHUS C TOYKH 3PEHUS
npodunaktukn BIIP  MynbTH(AKTOPHOrO MPOUCXOXKICHUS 3aCITy>KUBAECT
donreBas KUCIOTa, ColIepkKaHUE KOTOpol B onHOM Tabnerke «TepaBur
[Iperna»  cocrtaBnser 1 wmr. JlokazaHo, 4TO npu  HOpPMaJIbHOU
00€CTIeYeHHOCTH OpraHu3mMa OepeMeHHOU (POJIMEeBOM KUCIOTONH CO3at0TCs
ONTHUMAJbHBIC YCIOBUS JUISI CO3PEBAHUSA SHIEKICTKH, OIUIOJOTBOPEHUS,
MMIUTAaHTAUU IUIOJHOTO Sila M pa3BUTUSA 3apojablmia. OCoOEHHO BaKHO
JIOCTaTOYHOE TOCTYIUICHHE (DOJTMEBON KHUCIOTHI B TEUCHHE KaK MUHUMYM
TPEX MeECSALEB [0 IUIAHUPyeMOll OEpeMEHHOCTH U B  IEPBbIE MECSIIbI
o6epemenHoctu. [ledpuuut (onreBol KUCIOTHI B 3TOT NEPUOJ ONAceH B
CBS3M C BBICOKUM PHCKOM BpOXKICHHBIX IIOPOKOB PAa3BUTHUS HEPBHOU
CUCTEMBI IUIOAA (3aKPBITHE HEPBHOW TPYOKH 3apojblllIa IPOUCXOIUT K 28—My
nHo OepemenHocTH). [lpu Hemocratke ¢GOMMEBOM KHUCIOTHI Yy II0AQ
dbopMHpyIOTCS pacileiHa TI03BOHOYHMKA W CIIMHHOMO3IOBasi TPBDKA,
HaOJII0JaeTCsl YAaCTUYHOE MJTU MOJIHOE OTCYTCTBHE T'OJIOBHOT'O MO3Ta.

OCHOBHbIE MHUILEBbIE UCTOYHUKU (POJIMEBOW KUCIOTHI —  3€JICHBIE
JUCTBEHHbIE OBOLIM (ILUIMKHAT, Kpecc—calar, MeTpylika, O0a3uiuK, Karycra,
yepeMina). YUHThIBas TOBBIIICHHYIO MOTPEOHOCTh B BUTAMUHAX B IEPHO.T
OEpeMEHHOCTH, HEO0OXOJIUMO JIOMOJHUTEIBHOE Ha3HAUYCHUE dhonueBoit
KHCIIOTBI B COCTaBE IpenaparoB. [loausumamunuvle U  GUMAMUHHO—
MUHepaibHvle KOMNIEKCbl bepeMenHoll Ha3Hadyaem epay!

Bropuynas npopuiiakTuka

Bmopuunaa npogunakmuka 8poxHCOEHHVIX U HACAEOCHIBEHHbIX
0on1e3Hell 6KII0Uaem Meponpusmus, HanpasieHnvle Ha npeoynpexcoeHue
Ppodicoenusn 001vH020 pedenka. OHa OCYIIECTBISECTCS C MOMOIIBIO METOJ0B
JTIOPOJOBOM MArHOCTUKU. Ee OCHOBHAs 1€Jlb — B MaKCHUMaJIbHO pPAaHHHE
CPOKH BBISIBUTH y TIJIOJIa HACIEICTBEHHBIC OOJIE3HW M MOPOKHU Pa3BUTHUS, HE
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NOAJAOIIMECS JICUCHHUIO, U TpepBarb  OEpeMEHHOCTh (C corjacus
YKCHIIMHBI ).
MeToabl 10P0/I0BOH TMATHOCTUKH

Jlopo/ioBasi TMarHOCTUKA BPOXKIACHHBIX W HACIEICTBEHHBIX OoOJie3HEH
CKJIQJIBIBACTCSl M3 TPEX METOAOB — YIBTPa3BYyKOBOTO uccienoBanus (Y3U)
IJI0/1a, HCCJIEAOBaHUs KPOBU OepeMeHHON (OMOXMMHUYECKUN CKPUHUHT) U
TPYIIbl UHBA3UBHBIX METOAOB. JloponoBasi IMarHOCTUKA OCYILIECTBIISIETCS B
JIBa JTarna.

[lepBebrii aTan — Y3U mioga 1 OMOXMMHYECKOE HCCIEJOBAHUE KPOBU
O0epemenHor. [Ipw OTKIOHEHMSIX B pe3yibTaTaX OMOXUMHUYECKOTO CKPUHUHTA
Wi Hanmuuuu (GakTopoB pucka  (Bo3pacT  Marepu ctapie 35 e,
POJICTBEHHBIA Opak U JIp.) OCYIECTBISETCS BTOPOW ATal — aMHUOIICHTE3,
KOpJAoLeHTe3, Ouorcust Koxu 1uioga. [lociaennue Tpu Meroda SIBISIIOTCS
UHBA3UBHLIMU, TAaK KaK OHU CBA3aHBI C HAPYIIEHUEM LIEIIOCTHOCTUA TKaHEU
opraHu3zMa. MeToabl TPUMEHSIOTCS JJI1 TOJYy4YeHUST aMHHOTHYECKOU
KUJKOCTH, KIJIETOK U KPOBU IUIOJA. DTOT MaTepual HCIOJb3yeTCs s
NATbHEUIINX [UATOIN€HETUYECKUX MCCIEAOBAHUM, IMO3BOJISIIOIINX BbIIBUTH
reHOMHBIE MYyTallid U XpPOMOCOMHBIE abepparuu, a Takke qis1  JHK-
JTMAarHOCTUKH, HATIPABJIEHHON Ha BBISIBIICHUE T€HHBIX MyTallAM.

Yaempazeykoeoe uccneooseanue nnooa. Meton NO3BOJSIET BBISIBUTH
10 80 % BpOXKAEHHBIX MOPOKOB pa3BUTHA IWoAa. [lo maHHBIM MeauKO—
T€HETUYECKON ciyx0bl bemapycw, B II€JOM MO CTpaH€ C MOMOIIBIO
yIBTPA3BYKOBOTO HCCIEOBAHUS Yy KEHIIMH B TIEPHOJ OEpEeMEHHOCTH
nuarHoctupyroT a0 25 % BIIP. TouHOCTh NMAarHOCTHKU MOPOKOB Pa3BUTHUS
3aBUCHUT BO MHOTOM OT HaJW4Ms ammaparypbl C BBICOKOW pa3zpeliaroien
CIIOCOOHOCTBIO,  KBaIM(UKAIMM W  OMbITA  HCCIEIOBATENsA, CpOKa
OEpEeMEHHOCTH.

JIns cBOEBpEMEHHOW AMArHOCTUKHA INOPOKOB pas3Buths Iwona Y3U
IPOBOJSAT HE MEHee TpeX pa3 B TeueHue OepemeHHoctu. [Ipu momo3penun
Ha MOPOK Pa3BUTHUS YJIbTPa3BYKOBOE MCCIECAOBAHUE BBIMOJIHSIETCS KaxKIble 3
— 4 Henenu 10 YCTAHOBJICHUS OKOHYaTeIbHOro nauarHosa. Hekortopsie BIIP
MOKHO JMAarHOCTUPOBaTh ¢ moMompio Y3W yxke kK KoHIy 12— Henmenu
OepeMeHHOCTH (cpocuiascsi JBOWHS, OTCYTCTBHME TOJIOBHOTO Mo3ra). Yem
OoJibllie CPOK OEPEeMEHHOCTH, TEM BBIIIE TOYHOCTH Y3 —auarHocTuku
nopoka. Bo BTopoit monmoBuHe 6epemMenHoctd  Y3U mo3BossieT oOHAPYKUTH
KpYITHBIE TIOPOKHU CEp/Ila, MOPOKH MOYEK, PACIICTUHBI BEPXHEH TYOBl 1 HeOa.
BaxxHo ycTaHOBUTH TOYHBIN AMAarHo3 A0 22 Hedenb OepemeHHocTH. [lo3xke
ATOTO CpOKa  3HAYUTEIBHO BO3PAcTaeT PUCK ISl KU3HU U 3J0POBbS
YKEHILMHBI, CBSI3aHHBIN C MPephIBAHUEM OCPEMEHHOCTH.
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Cnenyer, oaHako, 3aMeTuUTh, yTo Y3W He sBiseTCs AOCTOBEPHBIM
METOJOM JMArHOCTUKHA TAaKOM YacCTOM MATOJOTMHU IUIOAA, KAaK CHHAPOM
Hayna. Jlaxe mpu Hajau4MM COBPEMEHHOW ammapaTypbl Kaxiaplili 3 — 4—id
cnyyaidi  cuHzapoma Jlayna nmpu  Y3U B mepuonm  OEpeMEHHOCTH HeE
muarHoctupyerca. [logo3penne Ha cunHapom Jlayna y 1uioga mpu
yIBTPA3BYKOBOM HCCJIEJOBAHMM  HE MOXET CIY>KUTb OCHOBAaHHUEM Jis
npepbiBaHus OEpPEMEHHOCTH, a TpeOyeT BBIMOJHEHHUS aMHHUOIEHTE3a WU
KOPAOLIEHTE3a JIs NOJIy4eHHS KJIETOK IUI0a U aHAJIn3a KapUOTHUIIA.

Hccneoosanue kpoeu oOepemennoun (0uoxumuyeckuii CKpPUHUHZ).
Llenp —  ompeneneHre OMOXMMHUYECKHX MAapKEpOB  BPOXKIACHHOM U
HACJIEICTBEHHOW NATOJIOTUM IUIoAa. B KauecTBe MapKepoB HCIONb3YIOTCS
0enok  anvgha—gemonpomeun, CUHTEIUPYEMbIH IUIOJIOM, U TOPMOHBI —
XOpUOHUYeCKUl 20HA0OmponuH, scmpuoir W 1Ap. VX ypoBeHb MOXKET
U3MEHAThCA TpPU HEKOTOPBIX HacieACTBeHHbIX Oone3nsax u BIIP miopa.
CuuTaT, YTO ONTUMAJIBHBIM CPOKOM [UIsl MPOBEICHHUS OMOXMMHYECKUX
MCCIIETOBaHHMA SBIISIOTCS 16 — 20-s Helenmu OepeMEeHHOCTH.
buoxumuueckuii CKpUHUHT 00s3aTeNeH ISl BceX OEpEMEHHBIX.

Beicokne ypoBHH  anba—QeTronporenHa B KpOBU OepeMeHHOU
PETUCTPUPYIOTCS IIPU TSHKEJIBIX TOPOKaX Pa3BUTUSL HEPBHOM CUCTEMBI IUIOJA
(OTCYTCTBME TOJIOBHOI'O MO3ra, COMHHOMO3IOBbIE TIpbDKHK). Jlns cuHapoma
JlayHa XapakTepHbl HU3KUE YPOBHH ajib(pa—(peTonpoTenHa B KPOBU MaTepHu.
BeposiTHOCTH BbIsIBIIEHUs1 cuHJpoMa JlayHa y mioja mnpu OMOXMMHYECKOM
UCCIIeIOBAaHUM KpOBH OepeMeHHoM He mnpebimaer 60 — 70 %. Iuarnos
YTOYHSIOT C IOMOIIBE0 aMHUOLIEHTE3a U KOPIOLEHTE3A.

B Hacrosimiee BpeMs OMOXMMUYECKUN CKPUHUHI HE HUCIIOJIBb3YETCS IS
CaMOCTOSTENIbHON JIMarHOCTHKM HACIEACTBEHHBIX Oose3Held. OH mo3BOJISET

BBISIBUTh OEPEMEHHBIX, HMEIOIIUX OTKJIOHEHHSI ~ YpPOBHEH anbda—
(eTonpoTenHa U TOPMOHOB OT HOpMBI. JlJIsI MOATBEPKIAEHUSI BPOXKICHHON
WIM HACJIEACTBEHHOM IaTOJIOTUU y Iuoga y O3TUX OepeMEeHHBIX
OCYILECTBIISETCA CICAYIOLINN dTall — WHBAa3UBHAS JUArHOCTHKA.

NuBa3uBHbIE METO/IbI 10PO/I0BOI JUATHOCTUKHU

AmHuoyenmes —  TYHKIUA  IUIOAHOTO  Ty3bips.  [Ipoxon
OCYILIECTBIISIETCS ~ 4e€pe3 TMEpPEHIO  OpPIONIHYI0 CTEHKY OepeMeHHOMN
CrenHaIbHOM urIIoN moj koHTpojeM Y3U. Ilens mcciemoBaHus — 3a0o0p

HEOOJIBIIOr0 KOJIMYECTBA OKOJIOIUIONHBIX BOJ M B3BEIICHHBLIX B HUX KJIETOK
I10/ia JUISI T€HETHYECKUX MCCIICJOBaHHM. BBIIIOMHSIETCS TOJIBKO C corjiacus
O0epemeHHOM. MeTo Mo3BOJISET BBHISIBUTH BCE BUIbI MYTAIIUH.
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Kopoouyenme3z — nyHKIMS COCYAOB IMYMOBUHBI MO KOHTpoJeM Y3U.
[lens wccnemoBanus — 3a00p HEOOJBIIOTO KOJWYECTBA KPOBH IUIOAA IS
FEHETUYECKUX  HCCIENOBAHUN. BBINOIHAETCS TOJNBKO C corjacus
O6epeMeHHON. MeToa MO3BOJSET MOCTaBUTh JUArHO3 TeMO(UINU, MHOTHX
HAaCJIeJICTBEHHBIX Oose3Hel oOmeHa BemiecTB ((EHWIKETOHYpHUs),  psaa
XPOMOCOMHBIX 3200JIEBaHU 10 pOXKACHUS peOeHKa.

Buoncusa xoxcu nnodoa — nonydeHrue HEOOJBIIOTO KOJIWYECTBA KOXKH
JUISI  MUKPOCKOIIMYECKOTO  HWCCIeNOBaHMs. MeTom TpUMEHSeTCs It
JTUATHOCTUKH HEKOTOPBIX TSHKEIIBIX HACIEICTBEHHBIX 00JIC3HEH KOXKH.

Cuuraror, yto Oyayiiee JI0pPOJIOBOM JUATHOCTUKH HACJEICTBEHHBIX
Oone3Hei MPUHAIICKUT HEUHBA3UBHBIM METO/IaM. HauGonee
NEPCIEKTUBHBIM SIBIIICTCS MCCIEIOBAaHUE KIETOK IUIOAAa B MATEPUHCKOU
KPOBU B paHHUE CPOKU OEPEMEHHOCTH.

Tpernunas npoduiakTuka

Tpemuunaa npoguiakmuka 6pOMNCOCHHBIX U HACIE0CMEEHHbIX
Oone3neil 6KnOUaACM MeEPOnpUAmMuUs, HANPAGIEeHHble HA NpedynpecoenHue
npozpeccupoeanusa  0one3Hu u pazeumue ociaoxchenui. OHa Kacaercs
MPEUMYIIECTBEHHO HACJIEICTBEHHBIX 00JIe3He oOMeHa BemiecTB. K MOMEHTY
pOXIeHnus peOeHKa y HEro WMEETCS TeHHas MyTalus, HO OTCYTCTBYIOT
KIIMHAYECKHUE TPOsIBICHUS Oone3Hn. Ha 3Toil  cTaguu BakHO BBISBUTH
3a00€BaHME W HayaTh paHHEE JICUEHHE, YTOObI MPEIYyNpPEInTh TKETbIe
MOBPEXKJICHUS TOJOBHOTO MO3ra U pPa3BUTHE YMCTBEHHOW OTCTaJOCTH.
Jledenue 3akirodaeTcs, Kak MPaBUJIO, B UCKIIOYEHUHM U3 palldoOHA MUTAHUS
pebeHKa  ONpeaeeHHbIX MpPOAyKTOB. TperwyHas  mpoduIaKTHKa
OCYUIECTBJISIETCS B J[Ba dTara:

a) BBISBJICHUE HACJICACTBEHHOW MATOJIOTHH 10 PAa3BUTHS KIMHUYCCKUX
CHUMIITOMOB (MacCOBBIN CKPUHUHT HOBOPOKJIEHHBIX);

0) KOppeKIlvs BBISABICHHBIX HApyIICHWH  (HampuMmep, Ha3zHAYCHUE
CHeIUaIbHOU TUEeTH pU (EHUIIKETOHYPHUH ).

MaccoBblii CKPpUHHHT HOBOPOKI€HHbIX
Maccosbtit  cKpuHunz  HOB0OPOIHCOEHHBIX — BBISIBJICHHC
HaCJIEICTBEHHBIX Oone3Heit OyTeéM  MAaccoBOro  0OCHeIOBaHUs
HOBOPOKJCHHBIX HE3aBUCHMO OT COCTOSHHMA MX 3710poBbsi. Hanbomnblee
pacnpocTpaHEHHE TONY4YMJI  CKPUHHUHI HOBOPOXKJIEHHBIX Ha TsDKEJbIE
HacJlelICTBEHHbIe 0oJie3HM OOMEHa BelecTB —  (DEHUIIKETOHYPUIO,
BPOXKACHHBIN THUMOTHUPEO3, MYKOBHCIHI03 M Ap. McciaemoBaHUIo TOJIEKaAT
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oOpasibl KpOBU, B3ATOM Ha (QuibTpoBajbHyt0 Oymary. Ecnu pesynbTaTsl
CKPUHUHIA MOJOXUTEIbHbIE, HOBOPOKIEHHBIX  HANpPAaBIIAIOT B MEIUKO—
TEeHETUYECKUE  IEHTPhl Ui  JaJbHEWIIEro OOCIeIOBaHUS C IIENBIO
MTOATBEPKIAEHUS JUArHO3a U JICUCHHUS.

[IpaBa cembu U pebEHKA, Y KOTOPOTO MPU  MACCOBOM CKpPUHUHIE
BBISIBJICHO HACIEJCTBEHHOE 3a00J€BaHUE, JODKHBI ObITh 3alUIIEHBI. ITO
MexayHapoaHoe TpeboBanue Bcemupnoit Opranuzanuu 31paBoOXpaHEHHUS.
Poautenu AOmKHBI OBITH TOTHOCTHIO TPOUH(GOPMHUPOBAHBI O CKPUHUHTOBOU
nporpamme. MeauIMHCKAN MepcoHall HE UMEET MpaBa pasriamarh JUArHo3
HACJIEJICTBEHHOr0 3a00JIEBAHMSI, BBISIBJIECHHOTO ITyTEM CKPUHUHTA.

PEAJIBHOCTHU U ITIEPCIIEKTUBbBI JIEYHEHU A
HACJEJICTBEHHBIX BOJIE3HEN

K HacrosimeMy MOMEHTY Jy4lll€ BCEro pa3padoTaHbl nymu KoppeKuuu
HacneocmeeHnvix 0Oonesnen ooOmena eewjecmg. Hike mnpencTraBieHbI
HEKOTOPBIE U3 HUX:

* HCKJIOUYECHHE U3 palMOHA MUTAHUS MPEAIIECTBEHHHUKOB TOKCHYHBIX
IPOJYKTOB, HAIPUMEP, HCTOYHUKOB (PeHMIIaaHWHA TIPU  (HEHUIIKETOHYPUH,
MCTOYHHMKOB TJIIOTEHA MPU OO0JIE3HU HENIEPEHOCUMOCTH 3JIaKOB (LIEJINAaKUH);

* BBEJCHHWE HEJIOCTAIOIIMX TOPMOHOB WM BUTAMHUHOB, HAPUMED,
TOPMOHA IMUTOBUIHON KeJIe3bl TAPOKCUHA TTPU BPOKICHHOM THIIOTHPEO3E;

* TpPaHCIUIAaHTAIlUSl  BHYTPEHHHX OpPraHOB MW TKaHEW, Harpumep,
nmepecajka KOCTHOTO MO3ra TpPHU  TSOKENIBIX HACJIEACTBEHHBIX JedeKTax
UMMYHUTETA.

JleyeHre HEKOTOPBIX M€HHBIX OOJIE3HEH CTaJ0 BO3MOXKHBIM Ojarojgaps
JNOCTHKEHUSIM 2eHHOU uHiceHepuu. Ha OCHOBE BBICOKMX T€HHOMHKEHEPHBIX
TE€XHOJIOTUHA TMOJy4YE€Hbl TOPMOH MHCYJIMH JJIS JICUEHUS! CaxapHOro auadera u
TOPMOH pocTa (COMATOTPONMH) JJIsS JICYCHUS  HACICJICTBEHHBIX (opM
Hu3Kopocioctu. [lpaBna, MHTEHCHUBHBIE TOWCKUA S()PEKTUBHBIX  METOJOB
JIEYCHHUS] XPOMOCOMHBIX CHHIPOMOB, Hampumep, cuHapoma /layna Oonbinum
YCHEXOM MOKa HE yBEHYalMCh. JIeKapCTBEHHBbIE CPENICTBA, NMPUMEHSEMbIEC B
KauyeCTBE CTUMYJIATOPOB MO3TOBBIX (DYHKIMI, CIOCOOCTBYIOT YIIYYIICHHIO
MO3rOBOTO KpOBOOOpaIlleHHsT W O0OIlero pa3BuUTUsS peOeHKa, HO HE B
COCTOSIHUU YCTPAHUTh WHTEJUICKTYaJIbHBIN neexT. ITo 00YCIOBICHO
MHOKE€CTBEHHOCTBIO MOPAXKEHUSI KAK CaMOI'0 MO3Ta, TaK U JPYTUX OPraHOB
W CHCTEM NIPU TAKOM TSKEIOW XPOMOCOMHOW NATOJIOTMHU, KAK CHHIPOM
JlayHa. B cBs3u C ODTUM IPUOPUTETHOE 3HAYEHUE HA COBPEMEHHOM JTalle
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MUMEET paHHsAsA JOpOAOBas AMAarHOCTUKA CUHApoMa JlayHa U peleHne Borpoca
O MpephIBaHUN OEPEMEHHOCTH C COTJIACHS KEHILMUHBI.

HaubGonee nelcTBEHHBIM M MEPCHEKTHUBHBIN cnoco0 JedeHus
HACJICJICTBEHHBIX OOJIe3HEH, OOYCIOBIEHHBIX MyTallMeil OJHOTO T'eHa, —
ceHnHana mepanusa. OHa TpeIyCMaTpPUBACT pPaJMKAIbHOE YCTpaHEHUE
reHernyeckoro naedexra. Llenp MoxkeT OBITh JOCTUTHYTa Ojaroaaps
COBPEMEHHBIM I'€HHOMH)KCHEPHBIM TEXHOJIOTMSAM. BO3MOXHBI /1Ba IyTH HX
peanuzauuu. Ilepsoviii nyms — MEPEHOC MOJHOLUEHHO PabOTaroIIEro reHa (ero
komruiementapHoit JIHK) B comarnueckue KIETKH MalMeHTa C TE€HHBIM
nepexToM. Bmopoi nymbs — TEpEeHOC T€HOB B MOJOBBIC KJIETKH MAlUEHTA.
Eciu BHeceHHBIN TeH OyleT BCTPOEH B T€HOM, 3TO MO3BOJIUT MPENYIPEIUTh
nepegady 001e3HU IOTOMCTBY.

B Hacrosmee BpemMs IPOBOJATCS KJIIMHAYECKUE  HCIIBITAaHUS
3((PEeKTUBHOCTH T'E€HHOM Tepanuu IIpU  TaKHUX OOJIe3HAX, Kak
(PeHUIIKETOHYpHS, HACIEACTBEHHbIE (DOPMBI HU3KOPOCIOCTH, MYKOBUCLHU03
u ap. llomyudeHnsl oOHageXUBaKOIIKME pe3yibTaThl IO TE€HHOW Tepanuu
remodpunun B, TsDKenbIXx HacleACTBEHHBIX Je(EeKTOB HUMMyHHTETa. B
Onmmxaiiime roapl OyIyT MPOJAOJIKAThCS pa3pabOTKM Te€HHO—MH)KEHEPHBIX
METOJOB ~ KOPpPEKLUUU TeHHOro Jaedekra IpH HaclEACTBEHHBIX (opMax
HU3KOPOCJOCTH, CBSI3AHHBIX C JAe(PUIMTOM TOpMoHa pocta. ['eH ygmamock
BBECTH B MBIIICYHBIE KJIETKH, KOTOpPbIE Hayaldd MPOAYLUPOBATH TOPMOH
pocta. Cepbe3HBIM IMPEIATCTBUEM  JUIA IIUPOKOIO BHEAPEHHS TE€HHOU
TEpanul B KIMHUYECKYIO MPAKTUKY SBISIOTCA JIBa OOCTOSATENbCTBA —
YpE3BbIYANHO BBICOKAass CTOUMOCTb H HejocTaToyHast 3P QPEKTUBHOCTD
nocraBku JIHK B xiieTkn nmanureHnTa. MeToapl TEHHOM Tepanuyd MOCTOSHHO
COBEPUIEHCTBYIOTCS. B KIMHAYECKOW NPAKTUKE OHU HCIIONBb3YIOTCS IS
JE€YeHUs] HE TOJBKO MOHOTEHHBIX OOJIe3HEH, HO M JPYruX TSKENbIX
3a0oneBanui, B ToM unucie pakau CIIA/.

[IpyHIMNIMATBPHO HOBBIM  HAlpPaBJICHHEM KIMHUYECKOW MEIHUIIMHBI
ABJISIETCSA IMOPUOHANbHAA  XUPYPIUA — ONIEPUPOBAHUE  €ILIE
HEPOJAMBILIEroCs MJIAJEHIA. OJTO YHHUKAJIbHBIE ONEPALMU (ynanenue
MMOPaXEHHOM JOJIM JIETKOTO, KOPPEKLMS BPOKIAEHHBIX MOPOKOB DPAa3BUTHUSA
MOYEBOU cUCTEMBI U Ap.). OHU MEePCIEeKTUBHBI, HO MOKa MAJIOAOCTYIIHBI JJIs
NPAKTUYECKOTO 31PaBOOXPAHEHUS.

Cnepyrommii 1mar B JICYEHUUM BPOXKIEHHBIX W HACJIEICTBEHHBIX
OonesHeit — UCnONb306aHUEe  CME0106bIX Kiaemok. llepenoseie
MEIULMHCKUE TEXHOJOTHH CO3JA0T PEalbHbIE MPEINOCBUIKM I 3aMEHBI
NOBPEXKIEHHBIX KJIETOK OPraHU3Ma 3J0POBBIMHU.
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HpOFp@CC MG,III/IHI/IHCKOﬁ I'CHCTUKH IMO3BOJIACT Pa3BEATb
MMPCACTABJICHUA O HCU3JICUMMOCTH HACJICACTBCHHBIX 0oJie3HEH YeIoBeKa.

HPUJIOXKEHHUE

KOHTPOJIBHO-OBYYAIOIIMUE BOITPOCHI

Breibepute oOnMH TNpaBWIBHBIA OTBET U3 YHCIA MPEIJIOKEHHBIX
BAapUaHTOB OoTBeTa. CBEPHTE OTBET C KOHTPOJIEM B KOHIIE 3aJIaHUU.

1.

4.

5.

Ha3oBuTe NnpuYMHbLI Pa3BUTHS HACJIEACTBEHHBIX 00JIe3Hei:

a) KpacHyxa, IIepEeHECCHHAsI B IepHO]] OEpPEMEHHOCTH;

0) nelicTBUE TepaTOTCHHBIX (DAKTOPOB;

B) MPUMEHEHUE JICKAPCTBEHHBIX CPEICTB B MEPHO]I OEPEMEHHOCTH;
T') MyTalldd HACJIEACTBEHHBIX CTPYKTYP — XPOMOCOM WJIH TCHOB.

Kakue cymecTByIOT BHAbI MyTallMii:
a) ayTOCOMHO—IOMUHAHTHEIE;

0) ayTOCOMHO—PEIIECCUBHBIE;

B) TEHOMHBIE, XPOMOCOMHEBIC, TCHHEIC,
r) X—CIICTUICHHBIC PEIICCCHBHEIE.

K xpomocoMHBIM 00/1€3HAM OTHOCHTCS:
a) BPO’KJICHHBIN IMOPOK CeplIa;

0) cunapom [layHa;

B) OpOHXHAaJIbHAS ACTMA;

r) (peHMIKETOHYpHSI.

Puck poxxkaeHus pedeHka ¢ cuHApoMoM /layHa y 'KeHIIUH
crapuue 36 jer:

a) YBEITUUMBACTCS;

0) ocTaeTcss HEM3MEHHBIM;

B) YMEHbBIIAETCS;

') OTCYTCTBYET.

IpuyuHoi pa3BuTUs (PEHUJIKETOHYPHUHU SABJIACTCSH:
a) TeHHasi MyTalus;

0) xpoMocomHas abepparius;

B) IOTEPS y4acTKa KOPOTKOTO Ijieya S—i XpOMOCOMBI;
I') TCHOMHAasi MyTallMsl.
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6. Kakoe 3a0ojieBaHue pa3BuBaeTcsi MNPH HECOBMECTHMOCTH
MaTepH U IUIO/Ia 0 AHTUIeHAM KPOBM:
a) BpOXKJIEHHBIN TUIIOTUPEO3;
0) reMonuTHYECKas 0OJIE3HB TJI0JIa K HOBOPOXKIEHHOTO;
B) reMopuius A;
r) remounus B.

7. HazoBuTEe mepuoa MaKCUMAaJbHON YyYBCTBHUTEJIbLHOCTH
3apojAbIlla K TepaToreHHbIM (pakTopam:
a) MOMEHT OIUIOJOTBOPEHUS;
0) nmepuo1 ApOOIEHUS 3UTOTHI;
B) CO 2—i1 0 8—10 HeeIr BHYTPUYTPOOHOTO Pa3BUTHS;
') BTOpasi MOJIOBUHA OEPEMEHHOCTH.

8. YkaxuTe NpUYHUHBI BPOKICHHBIX IOPOKOB Pa3BUTHS YeJI0BeKA:
a) MyTallu1 XpOMOCOM HWJIU T'€HOB;
0) BO3/IEHiCTBHE TEPATOTCHHBIX (PAKTOPOB;
B) COBMECTHOE JICHCTBUE TEHETUIECKUX U CPEIOBBIX (PAKTOPOB;
I') BCE BhIIIENIEPEUUCIIECHHBIE (DAKTOPBI.

9. llepBuuHasi NpopuIaAKTHKA BPOKIECHHBIX M HaCJeICTBEHHbIX
00/1e3Hel BKIIOYACT:
a) TUTAaHUPOBAHUE JETOPOKICHNUS,
0) 3alMTy cpenbl OOMTaHUs YEIOBEKa OT MyTareHOB M TEPAaTOT€HOB;
B) BUTAMHHU3ALIUIO HACEIICHHUS,;
I') BCE BbIILICTIEPEUNCICHHbBIC HAIPABICHMUS.

10. Pa3BuTHEe KaKMX BPOKIEHHBIX MOPOKOB MpeI0TBpaNIaeT
BUTAMMHHM3ALMS HACEJIEHUS:
a) HacJIeACTBEHHO 00yciioBiieHHbIX BIIP;
0) BIIP opranoB nuiieBapeHus,
B) TIOPOKOB Pa3BUTHS MYJIbTHU()AKTOPHOTO TPOUCXOXKICHNUS;
r) moOsix BIIP.

11. BropuyHasi npopuIaKTHKA BPOKIEHHBIX H HACJIEICTBEHHBIX
0oJie3Hell HANMpaBJIeHA HA NMpPeAyNnpeKIeHne:

42



12

13.

14,

15.

a) 3a4atusi 00THPHOTO PEOCHKA;

0) poxxaeHus 60JLHOTO PeOCHKA;

B) MPOTPECCUPOBAHUS OOJIC3HU H Pa3BUTHE OCIOKHCHHUIA,

T) pa3BuTHs OO0JIe3HEH, 00YCIIOBICHHBIX TOJBKO TeHHBIMHU
MYTaIUSIMH

JlopoioBasi TMarHOCTUKA BPOKAEHHBIX H HACIEACTBEHHBIX
0oJie3Hell BKIIKOYaeT:

a) yIbTPa3BYKOBOE MCCIIEIOBAHUE TIJI0/IA;

0) OMOXUMHUYECKUN CKPUHUHT O€pEeMEHHOM;

B) aMHHOIIEHTE3, KOPIOIIEHTE3, OMOTICHIO KOXH TUI0/IA;

T') BCE BBILIETIEPEUUCICHHBIE METO/IBI.

AMHHOLIEHTE3 H KOPJAOI[eHTe3 MO3BOJISIIOT BHISIBUTD:
a) TCHOMHbBIC MYTallHH;

0) XpOMOCOMHBIC MYyTaIlUH;

B) TCHHBIC MYyTallUH;

T') BCE BUIBI MyTaIlUH.

IlepeuncanTte 3a00j1eBaHus, BbISIBJIsSieMble yTeM MACCOBOI0
CKPMHHHTA HOBOPOKIEHHBIX B POAHJILHOM JIOMeE:

a) curapom JlayHa;

0) CHHAPOM «KOIIAYbero KPUKay;

B) (SHWIKETOHYPHSI, BPOXKICHHBIN TUIIOTHPEO3,;

r) reMo(uius.

Kakue mnepcnekTHBHBIE METO/IbI JTeUeHHUsI HACTEACTBEHHbBIX
0oJiesHeii Bbl 3Haere:

a) TeHHas UHKEHEPUS;

0) reHHas Tepanus;

B) UCIIOJIb30BAaHUE CTBOJIOBBIX KJIETOK;

T') BCE BBIMICTICPCUYUCICHHBIC METOTBI.

OTBETbBI

Bormpoc

|1 2 3 4 5 6 7 8 9 10 11 12 13 14

15
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CJIOBAPb TEPMHWHOB, BCTPEYAIOHINXCA B TEKCTE
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Amnuon — oaHa u3 000JOYEK 3apoibllia YeloBeKa. B mosocTu
aMHHMOHA  CKaIUIMBAETCSl aMHUOTHUYECKas >KUAKOCTb, MpPEAOXpaHSIoNas
3apOJIBIII OT MEXaHUYECKUX TTOBPEXKICHUM.

Annenbv — oauH U3 mapbl (WIM HECKOJBKHX) T'€HOB, KOTOPbIE MOTYT
HAXOJUTHCA B JIAHHOM JIOKYCE XPOMOCOMBI. AJUIENIbHBIE T€HbI ONPEICIISIOT
B3aMMOMCKITIOYAOIINE IPU3HAKH, HATIpUMeED, pe3yc (+) u pesyc ().

l'amema — 3penas moJioBas KJETKa C TalUIOUAHBIM HaOOpOM
XPOMOCOM.

JIHK—ouacnocmuxa — MOJICKYJISIDHBIE  METOAbl  JUArHOCTUKH
MYTAaIWM.

HUnoyxmop — BEIIECTBO, CBS3BIBAIOIIECE OEJIOK—pemnpeccop U
BKJIFOUAIOIIee B padOTy TPAHCKPHUITOH (EIMHMIIA CUUTHIBAHUS TCHETUUYSCKOM
uH(popmanun).

Kapuomun — Habop XpoMOCOM COMaTUYECKON KJIETKUA OpTaHU3MA.

Jlokyc — MeCTO pacnoJIOKEHHs TEHA B XpPOMOCOME.

Metio3 ~ — peneHue COMAaTHUYECKUX KIIETOK TIOJIOBBIX JKEJE3, B
pe3ynbTaTe KOTOPOro o0pasyroTcs MojioBeie KiIeTKU. [IpoTekaeT B ABa HTana —
— meno3—I u meiios—Il.

Mymayuu nemanvHvie — MyTalluu, HECOBMECTUMBIE C )KU3HBIO.

Ooyucmvl — 00pa3ylOTCs B pe3yJIbTaTe CIUSHUS KEHCKUX U MYKCKUX
MOJIOBBIX KJIETOK Tapasuta (Hampumep, TOKcoruiazMbl). CHapy u MOKPBITHI
IUIOTHOM 000J70UKOi. BhIenstoTcs ¢ ¢ekanusaMu BO BHEIIHIOK Cpeny, TIie
npu OJAroNpUSTHRIX YCIOBUAX MTPOUCXOIUT WX JalibHENIIee pa3BUTHE.

Ombop ecmecmeenHvlli —  pe3yJbTaT OOPHOBI 3a CYIIIECTBOBAHUE.
CoxpaHnsieT B MONyJISLUY Harnbosee MprucrnocoOIeHHbIE 0COOU.

Ilonumepasznas yennas peaxyus (I1[JP) — wu30upaTeabHbIil CUHTE3
00JBIIOr0 KOJIMYecTBa Komnui Hebosboro ¢pparmenta JJHK.

Pennuxayus JIHK — cunre3 pouepHer nenu JIHK Ha wucxomnou
(MaTpu4HOIN) Leny.

Tpancnokayus — OOMEH CerMEHTaMU  MEXAY HEroMOJOTHYHBIMU
XPOMOCOMAaMH.

Xpomocombl comonocuunblie —  OJUHAKOBBIE TIO (JOpMe, BEITUYUHE U

TEHETUYECKON CTPYKTYpE XPOMOCOMBI, B OJMHAKOBBIX JIOKyCaX KOTOPBIX
pacronararoTcs aJUIeIbHbIE TEHBI.
Onuxanm — BEpPTUKaJIbHAs KOXKHAs CKJIaJKa y BHYTPEHHEro yria

riasa.
JINTEPATYPA

44



1. bapawmnes FO. U., baxapes B. A., Hosukxos Il. B. Jluarnoctuka u
JeYeHUE BPOXKICHHBIX W  HACJICACTBEHHBIX 3a00JieBaHMA y  JeTel
(myTeBOAMTENL MO KIMHUYECKOW reHeTuke). — M.: «Tpuaga—X», 2004. —
560 c.

3. Bopcanosa C. I'., IOpos HU. FO., Conosves U. B., IOpos IO. b.
MomnekynspHas LHUTOTCHETHKAa B JHMArHOCTUKE XPOMOCOMHBIX M TEHHBIX
Oosne3nelt y nereii // Poc. BectH. mepuHaroi. u neauatr. — 2006. — Ne 6. —
- C. 23 —20.

3. I'nemeyxaa B. A., Manvmoepe O. JI., Ilanuna O. b., Jlykaw E. H.
[{uToreHeTnuecKne WCCICIOBAHUS B MPEHATATLHOW JUArHOCTHKE //
AxymepctBo u runekoiorus. — 2003. — Ne 2. — C. 9 — 18.

4. Jlockun B. A. OcHOBHBbIC HaIlpaBJICHUS peaOWIMTAIlMU JACTEH ¢
cunapomom Jlayna // Poc. men. xypu. — 2001. — Ne 3. — C. 35 — 37.

5. 3aay P. I, Pauxoscxas M. B. OCHOBBI OOIIECH W MECOUIIMHCKOU
reHeTuku: Yueb. mocodbue. — MH. : Bemm. mk., 1998. — 255 c.

6. Kynaxoe B. U., Hcakos I0. @., Kyuepos IO. U., bBaiibapuna E. H.
[IpenaTtanbpHasi JUArHOCTHKA W JICYCHUE BPOXKJICHHBIX TTOPOKOB Pa3BUTHSI HA
coBpemeHHoM dtane / Poc. BecTH. mnepunaroin. u neauar. — 2006. — Ne
6. — C. 63 —65.

7. Jlaswk I U., Ilpubywensa O. B. Ilpopunaktuka BpOXKIECHHBIX
MIOPOKOB Pa3BUTHS MEIUKO—TEHETUUYECKOUN CiTy»001 // 31paBooXpaHeHUE. —
2002. — Ne 4. —C.2 —A4.

8. Hosuxoe II. B. OcHOBHbIE HANpaBJICHHUS paHHEW JMATHOCTUKUA U
TEeparneBTUYECKON KOPPEKIIMKA HACIIEACTBEHHBIX 3a0oieBanuii y neteit / Poc.
BecTH. mnepuHaron. u neauat. — 2006. — Ne 6. — C. 66 — 72.

9. Ilepecaoa O. A., Cesrosckasn 3. A. Pomnb BUTaMUHHO—MHUHEPATHHBIX
mpenaparoB B MPOQUIAKTAKE HAPYIICHHWH  TEUEHUsS OEpPeMEHHOCTH W
pasuTHs wioAa // Menumuackue 3Haams. — 2002. — Ne 5. — C. 17 — 20.

10. Ilnoykuui A. P., Eeoposa T. IO., Haymos A. B. Conepxanue
TOMOIIMCTENHA Y O€pEeMEHHBIX M JUArHOCTHKAa MOPOKOB pa3BUTHA Tuiona //
3npaBooxpanenue. — 2007. — Ne 11. — C. 76 — 79.

11. Paszsooosckuii FO. E. ANkoronabHbINA CUHIIPOM Tu10/1a // Meauimuckue
HoBoCcTH. — 2004. — No 11. — C. 31 — 34.

12. Casenvesa I'. M., Kononnanuuxos A. I., Kypyep M. A. Pesyc—
cencuOmwmzaius. Crapeie mnpooOnemsl. HoBeie pemenus // Bomp. ruHek.,
akyul. u nepuHaton. — 2005. — T. 4, Ne 3. — C. 89 — 93.

COJEPXAHUE

AKTYAJIBHOCTD TMPOOJICMBI . ..ottt ettt e e e, 3

45



1. O0mas yacrthb

PoJib HAC/1€ICTBEHHOCTH U CPelibl B MATOJOTUHU YEJI0BEKA .................. 4
IloHsiTHE 0 BPOXKIEHHBIX U HACJEICTBEHHBIX OOJIE3HAX .......vvnvennnnnnen. 5
OO01mue NpU3HAKM HACJIEICTBEHHO 00YyCJI0BJIEHHOMI

11621 1001 (0] 0 0 7 6
MyTanun KaKk NPUYUHA BPOKIEHHBIX U HACJIECTBEHHbIX

(1100 (3 ¢ =)/ OO 8
PoJib 0TI€IbHBIX (DAKTOPOB B Pa3BUTUM BPOKIEHHBIX U
HACJIE[ICTBEHHBIX O0JIE3HEHM ¥ ICTEM......c.evivniieiiieiiiii i eeiieeannnn, 11

2. ConenuajnHaf 4acTh

XPOMOCOMHBIE DOITEBHM .....voenntteennee et iieanteeeeeennneeeaneeeanneenns .15
20508 (TN (o3 ¢ 1 P 19
HacnenctBeHHbie HapymieHUsT OOMEHA AMHHOKHUCIOT ........ve...... 20
HacnenctBeHHbIe HAPYIICHUS CBEPTHIBAHUS KPOBH .....vv'vvennennnn... 22
HacnenctBeHHbIe 00JI€3HU SHAOKPUHHON CUCTEMBI ......veeenvennne.. .. 23
Bose3nn, BO3HUKaONIUE TPU HECOBMECTHMOCTH MaTePH U IJIO/IA 10
AHTHTEHAM KPOBH ..ottt et et e teeteeaee et e aeaeenaeeaneeeneanns 23
['emonuTHuecKas 00JE3Hb TUIOAA U HOBOPOIKICHHOTO ....v'vveensnnnss 24
Bpo:KIeHHbIE OPOKH PABBUTHS. ... ...oenueennteeneeenteeneeaneeaneeaeeenneann. 26
IMpopuaakTuka BPOKIEHHBIX U HACJIEICTBEHHBIX 00JIE3HEH .............. 30
[TepBUYHAS TTPOPUITAKTIKA . ..uvveeneeenteennteeneeenteenneeneenneeannannn. 32
BTOpUYHAS TPODUIAKTHKA . .vevvieetteneeeeieeieenieeeeiieennaeenenns 36
TpeTHUUHAS TIPOPUITAKTHKR .. ..uvvenreenneeenteenteeneeaneenneeanneenneenans 39

PeajibHOCTH U NEePCHEKTUBHI JIeHeHUs HACJIeICTBEHHBIX 0o0JIe3Hei ...... 40

Ipuiaoxenue
KOHTPOIbHO—00YYAIOIMIHE BOIMPOCHI ......oeeeentieentieeanieeaneeeannnaninnns 42
CJi0Bapb TEPMUHOB, BCTPEYAKOIIMXCH B TEKCTE .....vvvveenneennnennnanne 45
JIHMTEPATYPA ..ot e 46

46



YyeOHOE n3nanue

Jro0koBa TatbsiHa [TeTpoBHa

BPOXXJIEHHBIE U HACJIEACTBEHHBIE BEOJIE3HU Y JETEN
(MpUYMHBI, NPOSIBJICHUS, TPOPUIAKTHKA)

Y4eOHO—MeETOIHIECKOE ITOCO0HEe

47



