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[ eHeTn4yeckoe KOHCYnbTUpOoBaHMe

MTUHK HacJoeayeTcs 1o MaTepUHCKON JHHUHN. CeMell Hble HUccJIeJoBaHUI
IIOKas3aJy, UTO MYTAaIlUX MOT'YT BO3HUKATH CHOHTAHHO UJIU MOT'YT OBITH
yHacJIeJoBaHbl, 3aTparuBasd MHOTUX UJIEHOB ceMbH. MyTalluyu IMHUPOKO BapbUPYIOT
II0 PUCKaM Ilepeauu, HallpuMep, ogAuHouHble geJernunu MT/JHK uacTo HOCIT
CIIOpagHuuUecKuH XapaKTep, B TO BpeMs KakK ApyT'He IIepealoTCs ¢ BHICOKOM
CTeIIeHbIO BEPOITHOCTH.

Ilepegaua myTanmuit MmT/JHK 110 MaTepmHCKON JIMHHUM XOPOIIO OIMCaHa U
olpedeJieHa, X0Ts UCX0[ KOHKPETHBIX 6epeMeHHOCTEN ocTaeTcs
HeIpeacKasyeMbIM, 0COOeHHO IJId I'eTepollJiasMeHHbBIX paccTpoll ¢cTB. Bo MHOTOM
~ OTO CBS3aHO C T€HETUUECKON SIMMHUHAIMENR , IPOMCXOAAINEN BO BPpeMs PAaHHETO
. pasBUTHY, UTO IIPUBOAUT K 3HAUUTEJIbHBIM nU3dMeHeHUIM B JJHK 1 MyTaHTHOH
Harpys3KHd B IIOTOMCTBe. MHOT'He U3 KJIMHUUECKUX CUMIITOMOB KOPPEJIUPYIOT C
COOTHOIIIeHHeM KoJinuecTBa MmyTanTHo MT/JHK m xosimuecrBa MTIHK mmxoro
Tuira (Man abcoIIoTHOr0 kKoJmuecTBa JHK AUKOro THUIIA), COOTBETCTBEHHO UCXOLI
IJId Kaxod OepeMeHHOCTH CJIOXHO IIpeJCKa3aTh.

B ciiyuae romoirjiadaMeHHbBIX paccTpodt ¢cTB MTUHK MyTanusg mepemgaeTcd BCeMy
noToMCTBY. OOHAKO Jaxe V TaKUX HAIIMEeHTOB Pa3sBUTHE KJIMHHUUECKUX IIPHU3HAKOB
TPYOHO IpeacKas3aTh, IOCKOJIbKY CYIIecTBYeT IepeMeHHas IIeHeTPaHTHOCTD, 110~
BUIUMOMY, 3a CUeT coueTaHud meil cTBUI GaKTOPOB OKpYyXalolled cpedbl U
reHeTUUECKOT0 KOHTPOJIS sIZpa.

- Taxum o6pasom, reHeTHUECKOe KOHCYJIbTHUPOBaHUE ceMell ¢ MUTOXOHAPHU aJIbHBIMU
-~ 3a60JIeBaHUSIMU OCTaeTCd CJIOXKHON 3ajgaueit




[10HOPCTBO ANLIEKNETKA

JIOHOpCKHE 91 IeKJIETKHN OT HEePOACTBEHHOI'O UeJIOBEKA
IBJISIOTCI BapUaHTOM IIPOPUIIAKTHUKH IIepedaun My Tallui
MTUHK moromMmcTBY. TeM He MeHee, HECMOTPS Ha TO UTO
OILJIOZOTBOPEHUE IIPOU3BOAUTCS C IIOMOINBIO CIIEPMbI 0TILA,
pebeHOK OyaeT UMeThb JAepPHbIM T'€HOTHUII JOHOpa U
reHeTHUEeCKOoe POACTBO JIUIIL C OTIIOM . HekoTopbie
KEeHNINHDI, HYXJIaIIIMUecd B JOHOPCKUX I IleKJIeTKax,
BBICKAa3bIBAIOT OECIIOKOM CTBO II0 9TOMY IIOBOAY U
HCHBITHIBAIOT TSXEJbIM IICUXOJIOTUUeCKUH IUCKOMOOpPT,
BILJIOTH 0 CUMIITOMOB Zelpeccuu. KpoMme Toro, Bo MHOTHUX
CTpaHaX CYINEeCTBYIOT pal3JIMUHbIE CJIOKHOCTH C IIOJIYUEHUEM
JTOHOPCKHUX 4 IIeKJIETOK M BHIOODOM JOHOPA OOIITUTOB.
pyroe orpaHuueHre — Ha JaHHYIO IIPOIleAYPY UacTo
3aTpaunBaeTCs OOJIbIIe BpeMEHH, UeM Ha CTaHOAPTHYIO
rnporpaMmMy BPT ¢ cobcTBEHHBIMHU 00IIUTaMU, BO MHOI'OM U3~
3a BpeMEeHU OXHaHUud J0HODPA.
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[TpemmMmnnaHTaunoHHasa reHeTn4eckas
amarHocTuka

[IpeMMILJIaHTAIlUOHHAY FeHeTnueckad guarsocruxka (I1T1)
II03BOJIsIeT aHaJIn3upoBaTh MT/IHK M3 TOJIIpHBIX TeJl
HEOILJIOZOTBOPEHHBIX 00IIUTOB, OTHAEeJIbHbBIX O0JIaCTOMEPOB
6—8& KJIeTOUHBIX ODMOPHUOHOB JINO0 KJIETOK TPODIKTOLEPMBbI C
IIOCJIEAYIOIHUM IIEPEHOCOM B HOJIOCTH MATKH TOJIBKO
310pOBBIX DMOPHOHOB. B HacTogmmee BpeMd 1111 — MeTOo
BbIOOpa OJId HAaIlMeHTOB C HacJIeACTBeHHBIMU dedeKTaMU
MT/UHK. IIokazaHo, uTo Kaxgad KJeTKa uMeeT B cCpegHeM
oxoJio 10 mo 100 000 konutt mMTAHK . XoTd UuMcJI0O KOIIUM
MOXeT pas3JInMuaThCd MeXAy KJeTKaMHU pasHbIX DMOPUOHOB U
pPas3HbIX CTaAUP pPa3BUTHUI, BBICOKOE KOJIMUECTBO KOIIUN
I[IpeaioJaraeT, 4To BO3SMOXHO IIpoBecTH IIporpaMmy I1I°/1
IJISI MUTOXOHAPUAJIBHBIX 3aboJieBaHUY . CyniecTByeT
oIlaceHMe, UTO IOJISIpHBIe TeJla UJIN OTHAeJIbHbIe KJIeETKU He
MOTL'YT OTpaxaTh peaJIbHOI'O KoJinuecTBa JHK oT obmero
MYTAaIIMOHHOI'O I'Py3a, XOTs dKCIIepUMeHTHhI Ha
reTepoIJjia3sMUUHBIX MbIIIIax U 6JIacCTOMepax ueJioBeKa
II0OKa3aJId OJHOPOLHOE pacpoCTpaHeHHUe B HauaJle
pMOpHUoOreHesa
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[lpeMIIJIaHTALIMOHHAA TeHeTUUecKad IOMaTlHOCTUKA
OCYUECTBJIAEeTCA OllpeleJieHMe MOHOT'€HHEIX U
XPOMOCOMHEIX IOedeKTOB Yy OOLMTOB M SMOPMOHOB, a
TaKXe OllpeleJiIeHMe UMcJia I[IOJIOBEIX XPOMOCOM C
LIeJIbI0 MCKJIIOUeHMd 3aboJieBaHuM, CLEINJIEHHBIX C
J;HOHOM [IT'I mpmMeHdgeTCcd OJI4d CYIPYXeCcKux InIap,
MIMEWOIMX BHICOKMUM PUCK POXIEHMS IeTer C
TEeHEeTUUECKOM IIaTOJIOTUEN.



[lepeHocC umnTonnasmebl

IdepeHoc 1uTOoIJIa3Mbl B 5TO TeXHUKe HOpMaJIbHbIE
MHUTOXOHZAPHUU ITUTOIIJIACTOB JOHOPA IIEPEHOCITCS B OOILUT
pellUIIMeHTa U TaKuM 06pa3oM pazdbaBJISgIOT 2(pheKThI
Jiroooro gedpexra MT/IHK . IlepeHoC ImUTOIIJIa3MbI MEX Y
OOIIMTAaMHU UeJioBeKa ObLJI BBIIIOJIHEH BIIepBble, UTOOBI
IIOIBITATHC YJYVUINUTE pe3yJibTaThl BPT . TeM He MeHee
HeKOTOphle U3 POXOEHHBIX eTel ObIJIN 'eTepOoIlJIasMUUHDBI
¢ HuU3KkuM ypoBHeM MT/IHK oT moHOPOB 0011uTOB. [IooTOMY,
BEPOSITHO, ZaHHBIA MeTod O6yaeT UMeTh HeOOJIbIIYIO
IIEHHOCTD yV HallUeHTOB ¢ MUTOXOHAPHUAJIbHON
InchHyHKIIUEN . OKCIIEpUMEHTHI Ha MbINTaX II0Ka3bIBaloOT,
uTo KoJinuecTBo MT/IHK moHOpa 1IpH ImepeHOCEe MU TOILJIa3Mbl
COCTaBJILET MeHbIIle 1/5 obmero kostuuecrsa MT/JHK, Takum
obpazoM, noJia MTUHK gukoro Tuma usMeHUTCSI MaJlo.
KpoMe Toro, ecThb ollaceHHUS, UTO IIePEHOC ITUTOIIJIa3Mbl
MOXeT BbI3BATDh Cepbe3Hble dIIUT'eHeTHUeCKUE
MOAUMUKAIINH, a TaKXe XPOMOCOMHBIe aHOMAaJINH.
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[lepeHOC aa4epHOro reHoma B
9QHYKNenpoBaHHbIe JOHOPCKNE
OOLUTDI

IlepeHOC SIM€epHOI0 'eHOMA B DHYKJIEHNPOBaHHbBIE JTOHOPCKUE
00IIUTHI AJIbTepHaTUBHAY CTpaTerus IpealrojaraeT IIepeHoC
aanepaot JHK oT matepu ¢ 6oJie3upio MT/JHK B
DHYKJIEUPOBaHHBbIE OOIIUTHI UJIX SMODPHOHBI OT 3J0POBOM
KEeHIMUHBI—Z0HOpPa 00NN TOB. CyHIeCTBYIOT HEKOTOPbIE
TPYLHOCTH, aCCOILMMPOBAHHbIE C JaHHBIMHU IIpolleaypaMHu. B
cTaguu MeTadasbl Il oortuT He nMeeT gaepHOT MeMOpaHBbI,
IIODTOMY CyIllecTByeT O0JIBINON pPHUCK IIOTEePH XPOMOCOM BO
BpeMs IIpoleAyphbl. Vicrmosb3oBaHnue (hryopodopoB OJId
BHU3YyaJIM3aIl XPOMOCOM B JAaHHOM CJIydae MOXET IIOBJIUITH
Ha JaJIbHeU Ilee HOPMAJIbHOe dMOPHUOHAJIBHOE pasBUTHE.
Eciu ucmoJp30BaTh OOIUTHI B CTaAUHU 3apOAbIINIEe BOIO
ny3bipbka (GV), 3HAUMTEJIBHO CHUXACTCH XU3HECIIOCOOHOCTD
IIOJIYUEHHBIX SMOPUOHOB IN VItro, 4To IpogeMOHCTPHUPOBAHO
Ha OOIIMTAax ueJioBeKa U MBIIIH



[lepeHOC NPOHYKNEycoB 3UTOT

Craausd 3UroThl Y MJIEKOIIHUTAIONINX XapaKTepU3yeTC s
HaJIMUMEeM ABYX HOPOHYKJIEYCOB — MYXCKOI'O U XXeHCKOIO,
KaXObIA 0TUEeTJIMBO BU3YaJIU3UDPYETCSI U COAEPKUT
CallJIONOHBIN Hab0p XpoMocoM gxepHoit (remomuon ) JHK.

IIepeHOC IIPOHYKJIEYCOB MEXAY 3UI'0TaMU BIepBble ObLI
ocyIlrecTBJIeH B HauaJie 1980 r. Ha MpIMIax, ZeMOHCTPHUDPYS,
UTO MAaHUIIYJISIIITUU C 3UT0TaMU MBIIIH II03BOJISIIOT IIOJIYUUTH
KHU3HEeCIIOCOOHOEe TOTOMCTBO. CpaBHUTEJIbHO HeZaBHO
IIepeHOC IIPOHYKJIEYCOB MeXAY 3UI'0TaMU ObLJI UCIO0JIb30BaH
J1JISI MO eJINPOBAaHUY IpeJoTBpallleHUd IIepegaul
MUTOXOHAPUAJIBHBIX 3a00JieBaHUN . OOHEKTUBHOCTH
IIepeHoca IIPOHYKJIEYCOB 3UI0OT Ha MBbIIIaX XapaKTepUa3yeTcs
BBICOKUM MUTOXOHAPUAJIbHBIM II€EPEHOCOM Yy IIOTOMCTBA U
ocTaeTcsa HU3KOM B 24% ciyuaeB. OTO CBI3AHO C
Hen30eXHBIM COBMECTHBIM IIepeHOCOM HeOOJIBIIIOI0
KoJIMUuecTBa IIUTOIIJIa3Mbl, coaepxallel MHUTOXOHIPUU U
MyTaHTHYIO MTIHK.

TaxuMm o06pazoM, U30JIAIINS IPOHYKJIEYCOB, HaXe B
HeO0oJIBINTUX KapuoIlJiacTax, MOXeT IPUBECTU K COBMECTHOMY
IIepeHocy 60JIBIIOT0 UNCJIa MUTOXOHAPUN



MyxCKHe U XeHCKHe IIPOHYKJIeyChl YOAJISIIOTCI U3 3UT0T JOHOpa U
HarueHTa ¢ GopMUpPOBaHUEM HOHOPCKOI'O ITUTOIIJIaCTa U KapHUoIljiacTa C
AJepHbIM 'eHOMOM IIallMeHTa, IIPU IIOMOINHU CIIeINaJIbHbBIX
MHUKPOMHCTPYMeHTOB. [locjie ¢cBI3bIBAaHUS IIMTOIIJIacTa U KapHoIlJacTa
SMOPHOHBI I'OTOBBI K KYJIbTUBUPOBAHUIO U HaJIbHEN IeMy IIepeHOoCy.
KapuorJjiacT mammueHTa CogepXuT MyTaHTHbIe MUTOXOHAPUHN, KOTOPbhIe
IIEPEHOCATCSI B PEKOHCTPYUPOBAHHBIX oMOpHOH. PEKOHCTPYHUpPOBaHHAI
BUT'0TA BCe eIlle MOXeT coJepxXkaTh HeIpueMJlieMble KOJInUecTBa
myTaunTHOM MTHHK, Tak HaspIBaeMbII MUTOXOHAPHAJIBHBIN IIepeHoc.

Hpouedypa snyxkreayuu OOHOPCKUX 3Uzom .
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Bo3aMOXHOCTE IIepeHOoCca IPOHYKJIEYCOB MeX Ay 3UIroTaMU UeJIOBEKa
BIIepBbBIe IIpoaeMoHcTpupoBada B 2010 r. koMaHIOa YUEHBIX
NCIIOJIB30BaJla AJIS UCcCJIe0BaHUsI aHOMaJIbHbIE 3UT0THI,
cogepxalnye OOgUH MJIM O0Jlee ABYX IIPOHYKJIEYCOB, KOTOpPbIe
0OBIUHO PYTHUHHO YTHJIUAUPYIOTCS B ITUKJIaX BPT. 3Urorsi,
cogepxalnye aBa IIPOHYKJIeyca, ObIJIN PEKOHCTPYUPOBAHBI IIYTEM
IIepeHoca OLHOI'0 IIPOHYKJIeyCca U3 HOJIUIIPOHYKJIeapHONH B3HUI0THI B
ralJIOngHble 3UT0ThI. TOJBKO IIOJIOBHHA PEKOHCTPYHUPOBAHHBIX
BUI'0T coAepxaJla KaKk MYXCKOH , TaK U XXeHCKUI IIPOHYKJIEYC B
CB43U C TPyYOHOCTHhIO nuddepeHIIUPOBATDh UX MeXAy coboll B
IIpoIlecce IPOoIleAyphl. PEKOHCTPYUPOBaHHBIE 3UT0THI (n=36)
KyJIbTUBUPOBAJIN OO0 CTaAUN 6JIaCTOIIUCTHI. Tpu 3urorsl, niua 8%,
IIOCTUTJIN cTaauu O6JiacToIlucThI, aHaan3 MT/JHK 1mmoxazaj:
HU3KUY 1IpolteHT (MeHee 2%) MUTOXOHAPUAJILHOIO IIePEeHOCA.
HecMoTpg Ha HUBKHU IIPOIIEHT IIOJIYUEHHBIX OJIACTOILUCT, aBTODPbI
cAeJaJIt 3aKJIIOUeHHe O IIepPCIIeKTHUBHOCTH IIepeHoca
IIPOHYKJIEYCOB 3UI'0T OJII Tepallud MUTOXOHAPHUAJIbHBIX
3aboJieBaHUI Yy UeJIOBEKa. TeM He MeHee B HacTosIlee BpeMs
HEeBO3MOXHO OIIEHUTH 6e30I1acHOCTH U d2pHeKTUBHOCTH IIepeHoca
IIPOHYKJIEYCOB 3UI'0T Ha HOPMAaJIbHBIX UeJIOBEeUeCKUX DMOpPHUOHAX.
OCHOBBIBAasICh Ha JaHHOM HCCJIeJOBaHUU, JaJIbHeN Illee U3yUueHUeE
MeToHda TpebyeTcs OJId OKOHUATEJIbHOI'O 3aKJIIOUEeHUS 00
OIIPaBAaHHOCTHU IIPUMeHEeHUS IIepeHoca IIPOHYKJIEYCOB OJIs
Tepallld MUTOXOHAPUAJIBHBIX 3a00JIeBAaHUN Yy UeJloBeKa



TEXHOJTOIMA NMEPEHOCA INMPOHYKJIEYCOB
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[lepeHOoC BepeTeHa aeneHuns

B 2009 r. 6p1J1 BIIepBble BBIIIOJIHEH IIepeHoC BepeTeHa aeJIeHud Ha
KUBOTHOM MozeJn (Makaka—pesyc), ZeMOHCTPUDPYSI, UTO BHICOKAS
5hOHEeKTUBHOCTHh METOOUKH IIepeHoca IAepHOT0 FeHoMa MOXET OBITH
JOCTUTHYTA Ha CTaAUN HEOIIJIOLOTBOPEHHBIX OOIIUTOB. B oTHUX
DKCIIEPUMEHTAX IIPOAEMOHCTPHUPOBAHbBI DOHEKTUBHOCTD U 6€30IIaCHOCTH
IIepeHoca BepeTeHa meJieHnd: 6bILJI0 IOJIYUeHO KU3HEeCIIOCOOHOe ITOTOMCTBO,
KOTOpPOE€ HOPMAJIBHO PasBUBAJIOCH (KPUBbIE poCcTa HE OTJIMUAJIUCH 0T KPUBBIX
poCcTa KOHTPOJIBHOA TI'PYHIIBI), 60Jiee TOTO, YPOBEHHL MUTOXOHIPUATIHHOIO
IepeHoca 6b11 HU3KUM (Huxe 2%).

, \ B orJimume oT 3UT0T paclpedeJieHHMe MUTOXOHAPUU B 00IIUTAax

~ OOHOPOJHO, UTO II03BOJIIET OCYIIECTBUTH IIepeHOC BepeTeHa geJieHud 6e3
CYIIIeCTBEHHOI'O MUTOXOHAPHUAJIBHOI'O IepeHoca MyTaHTHOH MTUHK.
KapnotmjacTtsl 06 beMOM 0K0JIO 1,5% 0T o6BbeMa JOHOPCKOI'0 ITUTOIIJIacTa
coZepxaJii Mell 0oTHUUeCKOoe BepeTeHO AeJIeHUs ¢ HeOoJIbITUM 00 beMOM
IIUTOIJIa3Mbl. [locJjie peKOHCTPYUPOBAHUS OOIITUTOB IIPOU3BOANJIIN
OILJIOZOTBOPEHNE METOAOM HHTPAIIUTOIIJIa3MaTHUEeCKON HHBEKIINU
cuepmaToszonma (MKCHU). TloryueHHBIEe SMO6PUOHBI KYJIbTUBUPOBAJIA O
cTaanu 6J1acCTOIIUCTHhI. KauecTBO U pa3BUTHE OJIACTOIIUCT OBIJIN
COIIOCTAaBUMBI C KOHTPOJIBHON TIpynnou . [IdaTHaaIraTh 6J1aCTOILUCT

© IIepeHecJIN 9 cypporaTHbIM MaTepdIM, B pPe3yJIbTaTe uero IIOoJIYUMUJIN TPU
, 6epeMeHHOCTH U POOAUJIUCH 4 KUBOPOXAEeHHBIX. Pe3yJIbTaThl ObLIN

. QHAJIOTMUHBI pe3yJibTaTaM C HEPEKOHCTPYUPOBAHHBIMU SMOPHOHAMHU.



Hpouedypa yoarenus adeprozo zenoma doHopa
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Hpouedypa waonnuuu RIEPROZO 2eNOMa NAUUENMA

BepeTeHo geJieHUS BU3YaJIU3UPYETCS IIPU IIOMOIIU CIIeIIUaJIbHOMN
OIITUUECKOM CHUCTEMBI MUKPOCKoIIa U yaaJjsgeTrcsa u3 MII oortuToB mouopa u
HanueHTa. [Ipy TOMOINMU CIIeINaJIbHBIX MUKPOUHCTPYMEHTOB (DOPMUDPYIOTCS
- JOHOPCKHM IIUTOILJIACT U KapHUOIIJIacT C dJepHbIM I'eHOMOM IIallUueHTa.

" IlocJure cBIB3BIBAaHUSI MUTOIIJIACTa U KapHoIlJlacTa obpa3yeTcs

peKOHCprHpOBaHHBIﬁ OOIIUT, KOTOPBIH OILJIOZOTBOPAIOT CIIEpMOI IIapTHEpA.
KapuorijiacT manmueHTa COLepxXUT My TaHTHbBIe MUTOXoHApUHN (MeHee 2%),
KOTOpbIe IIEPEHOCITCSI B PEKOHCTPYUPOBAHHBIA OOILUT
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HcciiegoBaHU Ha 00IIMTaxX UeJioBeKa OT ZOHOPOB C
pasJIMuHbIMU ramnJiorurnamMu MT/IHK 6b1J11 IpoBegeHbI B
naJjipaedt meM. VM3 106 97 mexJIeToK, HOXEepTBOBAHHbBIX IJId
UccJIeZoBaHUd, 6D 6BIJIN HOABEPrHYTHI IIepeHOCY BepeTeHa
oeJieHHS U 33 COCTaBUJIM KOHTPOJIbHYIO I'pyany. UacTora
OILJIOZOTBOPEHUS B DKCIEPUMEHTAJIBHOM TI'pPYIIIIEe COCTaBHJIA
73% n 6bLy1a 6JIM3Ka K KOHTPOJIbHOA (75%). OmgHAaKo
3HaunTeJbHad uacTh (52%) 3UroT mocJie ImepeHoca BepeTeHa
IOeJIeHns IPoJdeMOHCTPHUpOBaJia aHOMaJIbHOE
omJIogoTBOpeHUe (uarie IIpUCcyTCTBUE TPEeX IPOHYKJIICYCOB).
YpoBeHB I'eTepoIlJIadsMUN B IIOJIYUEHHBIX DMOPHOHAX OBILI
MeHee 1%. Pe3yspTaThl JAaHHOT'O UCCJIEIOBaHUI
COrJIaCyIOTCS C BBIBOLZOM, UTO IIEPEHOC BepeTeHa HeJIeHUd
MOXeT ObITh 2OPEeKTUBHBIM U O6e30II1aCHBIM MeTOJ0M
Tepalll MUTOXOHAPUAJIBHBIX 3a00JIeBaHUMI C
MHAHUMaJIbHBIM MUATOXOHIPUAJIBbHBIM IIEPEHOCOM.



B Hepcuoc MaTePUHCKOro BepeTeHa AeNeHUa C LeNblo NPeACTBPALLEHHA MUTOXOHAPUANbHON tonesuu
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3akno4yeHne

I'eHeTyeckasa KOHCYJIbLTALMS CeEMEM C
MUTOXOHIOPUAJIBHOM OMCOYHKLMEN MMEEeT BaxXHOe
3HaUeHMe, TaK KaK PUCKM [IepellauM pasjindyanTcd IJid
Pas3JMUYHEIX MyTaumuy MTJIHK. Bpaum C ONBITOM B 3TOM
o0JlaCTM IOOJIXHEL ODecCrneurTh NpaBUJIbBHOE

KOHCYJIb TUPOBAHME M TIOOIOEPXKY CeMel C BBIABJIEHHEBM
PUCKOM Iepenmaum 3abojieBaHM4ad IIOTOMCTBY. B
HacTodmee BpeMma [IT']] aBidgeTcd MeTOIOM BHOOpPAa IJid
CHMXEHMSA PUCKa Iepenaur MUTOXOHIPMUAJIbHBIX
PacCTpPOMCTB, OCOOEHHO Yy XEHIMH C HU3KUM YPOBHEM
rerepomyasmMmuy MTJIHK. OOHaAKO YyCIIelHOoe
ncnoJsib3oraHme III'II 3aBUCUT OT KOJUUECTBA SMOPMOHOB
BEICOKOT'O KauecCcTBa C HM3KMM YPOBHEM MYyTaHTHOMU
HaT'py3KM, UTO OeJjlaeT €I'0O HENPUI'OOHEIM IOJIs
HEKOTOPHEIX [MALMEHTOB.
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HoBble MmeTOOBbI MUKPOMAHUILY JISIITUH C
HEOILJIOAOTBOPEHHBIMHU OOIIUTAMHU B 3UT0TAMH, KOTOPBIE
IBJIJIOTCY aJIbTEPHATHUBON LOOHOPCKUM IH¥ IIEeKJIETKaM
IIPeACTaBJSIOT COO0M HepCIIeKTUBHOE M MHOI'00OeIIalolee
HalpaBJienue OJid IpodpurJIaKkTUKU 3abojieBanut MTIHK .
OgHaKo BOIIPOCHI 6€30I1acHOCTH U 29P(HEeKTUBHOCTH DTHUX
MEeTOL0B OOJIKHBI ObITH THIATEJIBHO U3YUEeHbI B

naJibHeH meM. Hu o1HA U3 BBINIEOIINCAHHBIX METOAUK HE
rapaHTHUpPyeT IIOJIHON JIMKBUAAIIUU MyTaHTHo MTUHK
marrueHTa. IlooToMy HeoOXOO4UMBbI JaJIbHeEH ITue
NCCJIEIOBAHUY HA XHUBOTHDBIX MOJEJIIX, JOKA3bIBAIOIIHE, UTO
IIEHETPaHTHOCTH reTeponJasmMun MTAHK He moBJmsgeT Ha
KHU3HECIIOCOOHOCTH IIOTOMCTBA IIPH BCceX MeTodax
MHUKPOMAHUIIY JIIIIUU C I4ePHBIM I'eHOMOM, 0 TOr0, Kak
OaHHbIe MeTOAbl BOX AYyT B KJIMHUUECKYIO IPAKTHUKY.

HecMoOTpg Ha TeXHUUECKHE U DTHUUECKHUE IIPOOIJIeMbl DTUX
IIOAX0Z0B, MUTOXOHAPHUAJIFHOE JOHOPCTBO UMeeT O0JIbINNE
I[IePCIIEKTUBDBI, HO3BOJIIIONINE XeHIMUHAM, HECYIIIUM
MyTanuu MT/IHK, mMeTh reHeTHUECKH POACTBEHHOIO
pebenka 6e3 nnepegaun myrtadTHort MTHHK, TeM caMbIM
IIpegoTBpanlad nepegauyy MUTOXOHAPHUAJIbHBIX PacCTPOM CTB.
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