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OIHOHYKJICOTHIHBIE BApUALIMY SIBJISIFOTCSI CAMBIMH PaCIPOCTPAHEHHBIMU MYyTallUsIMU B
reHomMe U Moryt 3HauutenbHo u3MeHATh ¢yHkumu JJHK, PHK wu GenkoB. OnHu wurpator
3HAUUTEIBHYI0 pOJIb B TE€HETUYECKOW H3MEHTHUBOCTH, IPEAPACIOJIOKEHHOCTH K
3a00JIeBaHMSAM U PEaKLIUH Ha pPa3InyHble BemecTBa. Llenbio qanHol paboThI SIBISIETCS aHATIN3
COBPEMEHHOM HAy4YHOM JMTEpaTyphl 10 BOIPOCAM IIPOUCXOXKACHUS OJHOHYKJIEOTHIHBIX
BapHaluii, ux OMOJIOrNYECKON POJIU U METO/I0B AETEKIIMH B KJIETKAX YeIOBEKa.

Knwuesvie cnosa: 0THOHYKIICOTHIHBIC BapHalliH; MyTaIluW;, METOIBI JeTeKIuu SNV,

OnHOHYKIIEOTUIHBIE Bapuanuu (SNV) ABJISIFOTCS caMbIMU
pacupoCTpaHEHHBIMM M IIHPOKO MPEICTABICHHBIMU HW3MEHEHHMSIMU B
YeJI0BEUYECKOM T'€HOME. DTO MYTalllH, KOTOpPbl€ BO3HUKAIOT HA MECTE OJIHOTO
HYKJIEOTH/a, W MOTLYT BCTpeYaTbCi Kak B  OEJIOK-KOJUPYIOUIUX
MOCJIEIOBATEIBHOCTSX, TAK U B HEKOJUPYIOIIMX WM MEXIE€HHBIX 00JacTsX.
Cuuraercs, 4TO y CPeIHECTATUCTUYECKOTO YEIOBEKA HACUUTHIBAETCA OKOJIO 3-4
MWIIMOHOB SNVS, KOTOpble MOIYyT BO3HHMKAaThb B pPE3yJIbTaTe IEUCTBUS
¢usnueckux U xummyeckux (axktopoB. Ho wvaie Bcero Bo3HHUKHOBeHHE SNV
SIBIIICTCS CJIeJICTBUEM omnOoK perumkarmu JJHK [1].

SNVs MoOryr oxa3blBaTh pa3jIMYHOE BIIMSHHE HA OpPraHU3M, BBI3BIBAS
U3MEHEHUS B  IIpoleccax pPEIUIMKaluuu, TPAHCKPUIILWH, CIUIAMCHHTIA,
TPaAHCIISIIINK, IKCIIPECCUU Wiau (QyHKIHoHUpoBaHuu Oenka. [Ipu stom sddexr
OyZeT 3aBUCETh OT TOYHOI'O PACIOJIOKEHUS NaHHOW Bapualuu B T'€HOME, a
TaKKe ee Nnpupoibl. Hekoropsle M3 JaHHBIX MyTaluuii CUMHOHMMHMYHBI M HE
OKa3bIBalOT HUKAKOTO 3HAYUTENBHOTO 3(PQeKTa, Ipyrrue — HOHCEHC MYyTalluU —
MOTYT HOKayTHUPOBATh I'€H 32 CYET BHECEHHUS JIOMOJIHUTEIBHOTIO CTON-KOJJOHA B
pamku cuutTbiBaHua [2]. Tak Ha3piBaeMble MHMCCEHC-MyTallMM 3a CYET
NEPEeKIIOYEHUs KOJAOHAa Ha KOJAUPOBAHUE JPYrod AaMUHOKHUCIOTHI, OyayT
OPUBOJUTH K YACTUYHOW MOTEpEe WIM yCWICHHIO (PYyHKUMU TeHa. Myranuu B
HEKOJIUPYIOIUX 00JacTsIX (MHTPpOHAX WJIM DHXAHCEpax) HeOJIaronpusTHO
BIIMSIOT HA YPOBEHB DKCIPECCUU WU NIPaBUIIbHOCTH crutaiicuara MPHK [3].

Camoii u3BecTHOU 00J€3HBIO, BbI3BaHHON SNV, SBISETCS CEPIIOBHIHO-
kierounas anemusi. B 20 — 50 % ciyuaeB HapaboTka QeTanibHOT0 reMoTiIo0nHa
ces3ana ¢ HanmmunemM SNV B Tpex sokycax: BCLI1A, perynupytromiero
NEPEKITIOUEHNE MEKIY CHHTE30M AMOPHOHAIBLHOTO M B3POCIIOro reMorjo0nHa B
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KieTke, MexreHHo obmactu HBS1L-MYB, B koTopoil pacmonoxen psa
ITOCJIEA0BATEIBLHOCTEMN, PETYIUPYIOLIUX DKCIIPECCUIO ¢deTanbHOTO
reMoryioonHa, u BHYTpU [-1og00HOT0 roouHOBOTO Jokyca [4]. Hekoropeie
SNV  mMoryr BbI3bIBaTH 3a00J€BaHUS  CEPJICYHO-COCYAMCTOM CHUCTEME.
Hamnpumep, nonuMopdusmsl B TeHe perienTopa MIr0KaroHomnoA00HOTo MenTuIa
1 (rs7396366, 14680, 1 rs4714210) cBs3aHbI C pUCKOM PA3BUTUS UIIEMHUYECKON
o6one3nu cepauna [5]. Hexkoropeie SNV cBs3aHbl ¢ pa3BUTHEM THIEPTEH3UU
(rs4680), arepockiiepo3a (rs4633 u rs4680), TpoM0030B BeH (152097603, rs4633,
14680, wu  1s174699), taxukapauu  (rs324420) [6]. Cambimu
pacrpoCTpaHEHHBIMU ~ MATOJIOTHSIMH,  BbI3BaHHBIMU SNV,  aBIsAIOTCS
OHKOJIOTMYECKHUE [7].

Metonsl aerekuurn SNV MOXKHO pa3leiUTh HA METOIbI JIETCKIUU YKE
M3BECTHBIX MYTAIlMil U METOJbl OOHApYKEHUsI HE BbIABIECHHBIX paHee SNV. K
nepBoM rpymme oTHocsaTcs aienb-crneuuduueckas [P u pasmuunsie [JHK
YUIIbI, KO BTOPOM — CEKBEHHpOBaHUE MO CAHrepy M CEKBEHHMPOBAHHUE HOBOTO
MokoJjeHus [8].

Annens-cnenududeckas [P sBasercs mMomudummpoBaHHON Bepcueit
cTtanaapTHoi. Bce srtambl (neHaTypalus, OTXKUT MpaiMepOB U HIIOHTAITHS)
IPOXOJIAT KaK OOBIYHO, OJJHAKO BMECTE CO CTAaHAAPTHBIM OOPATHBIM MpaiiMepoM
UCIIOJIb3yeTCsT OT 2 10 4 MNpsAMBIX auieNb-Crielu(PUUeckux mpanimMepoB ¢
MOJAU(PUITUPOBAHHBIMUA ~ (DITyOPECIIEHTHOM  METKOM  KOHIIaMH, KOTOpHIE
ammnunupyroT [ P-npoaykTel pazHoi juymabl. C TOMOIIBIO JAHHOTO METO/IA
MOYHO OBICTPO pa3iMvaTh TOMO3UTOT U TE€TEPO3UTOT, a TAKXKE MOHAThH, €CTh JIU
MyTalusl B Y€ H3BECTHOM caite. Asuienb-crieuuduueckas [P sBnsercs
3(PEKTUBHBIM U SKOHOMHYECKH BBITOJHBIM METOJIOM, OJHAKO Oyiarojapsi eMy
BO3MOXHO onpeneneHue SNV TOIBKO B 3apaHee H3BECTHBIX YYACTKAX.
Henocrarkom MeTona sBIsSETCS U HEOOXOIUMOCTb Pa3pabOTKH OOJBIIOTO
KOJIMYeCTBa crienuduieckux mpanmepos [9].

B ocnoBe paGorer JIHK-uummoB  jexuT  ruOpmam3anus — Ha
uMMOOMIIM3UpoBaHHOM cyOcTtpare. [locne Boimenenus u  ounctku JIHK
HE00XO0IUMO MPOBECTHU ATAM MOATOTOBKUA OMOIMOTEKH, KOTOPBIA 3aKITF0YACTCS B
amruuduKanm 1neaeBoro gparmenta ¢ nmomoibsto [P, B Teuenne kotopoit B
JIHK BKITIOHYatOTCSt HYKJICOTU I ¢ (iIyopecteHTHbIMU MeTKamu. [locne yero Ha
YUIE MPOUCXOIUT MPOIECC THUOPHUAU3AINH, TTOCTIE KOTOPOTO YUI CKAHUPYIOT
nazepom. [lanee renotun SNV MoxeT OBITH OmpeeneH B COOTBETCTBHH C
MHTEHCUBHOCTBHIO (DITyOpECIICHIIMU TPOIYKTOB. MeTo/ 103B0oJIsIeT TUITUPOBATh
SNV Ha ypoBHE reHOMa, OH TOYHBIA M HATJISIHBINA, OJJHAKO JUISI IMOJTOTOBKU
yuna M a”aiM3a pe3yJbTaToB TPeOyIoTCs MpeaBapuUTEIbHbIE JaHHBIE O
nocieaoBareabHoCcTH [10].

B nacrosimee Bpemsi cekBeHHMpoBaHHE MO (CaHrepy SBISIETCA 30JI0THIM
cTanaaptTom s Aetekuuu SNV, Tak Kak TOYHOCTh JOCTUTAaeT MPaKTUYECKH
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100%. Ha mepBom sTane HeoOX0AMMO OYUCTUTH U aMIUTU(PHUITIPOBATEH O0IBIIIOE
kosmuectBo konumi JIHK, KoTOpple HyXHBI ISl CHHTE3a BTOPOM LENHU B
MPUCYTCTBUHU CHeUU(DUUECKUX MpailMepoB, TEPMOCTAOMIBHON MOJIMMEPasHbl,
CMECH  JIE30KCHUHYKJICOTHJI0B  (cTanmapTHeix  moHoMepoB  JIHK) wu
TUAC30KCUHYKIICOTHIOB, COJEpXKAIUX (DIyOPECUEHTHYI0 METKYy, KOTopas
MIO3BOJISIET BIIOCJIEJICTBUE BU3yaJIM3UPOBATH
pe3ynbTaThl. JIMJA€30KCHHYKICOTHIBI BBI3BIBAIOT CiIy4aiiHOe HeoOpaTUMoe
IpeKpalleHne CUuHTe3a, co3naras konuu moiiekyn JIHK pasznoit qinunsl. [locne
3aBEpUICHUS PEaKIMU NOPOAYKTBl CHUHTE3a pa3AeisIloT C  MOMOIIBIO
KalmWUIIPHOTO 3JeKTpodope3a, W MeTKa, MNPHUKPEIJICHHass K TOCIEIHUM
HYKJICOTHJIaM, TO3BOJISIET YCTAHOBUTH W3HAYAJIBHBIM MOPSIOK HYKJICOTHJIOB.
MeTtona TOUHBIN, HAIE)KHBIN U POCTOM B HCIIOJTHEHUH, HO JIOBOJIBHO MEIJICHHBIN
u Tpynoemkuu [10].

CekBEHHpPOBAaHME HOBOTO IOKOJIEHHMS  IPEANojaraer MOJArOTOBKY
oubmuorexku. ma »toro JHK ciydaitneiM oOpa3oM (¢parMeHTHpyeTCs
yABTPa3ByKOM WM (epMEeHTaTUBHON 00paboTkoi. Ilocie aToro mpoucxoaut
(opMupoBaHHE KJIAacTEpOB s CO3JaHUsl Oojee CHJIBHOTO CHUTHasla
¢uyopecueniuu. Tperuil 3Tam — HENOCPEIACTBEHHOE cekBeHHpoBaHue. Ha
NOCJIIEAHEM  JTale  NPOUCXOJUT  AHAJIM3  JAHHBIX C  IOMOIIBIO
OMOMH(POPMATUYECKUX  UHCTPYMEHTOB. MeTton  oudeHb  3(DPEKTUBHBIH,
YYBCTBUTEJBHBIM M IO3BOJIAET IOJIYYUTH ITOJHOINEHOMHBIE JAHHBIE, OJHAKO
TpeOyeT HAIMYMS XOPOIIEeTo TeXHUYeCcKoro ocHareHus [11].

Taxkum o0Opazom, OJIHOHYKJIEOTHUTHBIE Bapualuu SBJIFOTCS
(yHIaMEHTAIbHBIM HCTOYHUKOM TF€HETUYECKOTO pa3sHOOOpa3usi y yelaoBeKa U
UTPAIOT BaXHYK POJIb B pa3BUTUU 3a0oneBaHuil. [loHMMaHue TpPUYHUH
BO3HMKHOBeHUA SNV U METOJI0B UX OOHapYy>KE€HHUsI B KIJIETKaX YeJIOBEKa UMEET
peliaroniee 3Ha4€HHUE IJI1 MEePCOHATM3UPOBAHHON MEIUIMHBI, T€HETHYECKHUX
HUCCJIENOBAHUN U TUArHOCTUKHU 3a00JIEBaHUMA.
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