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MoneKynsipHO-TreHETHUYEeCKHEe MeTOAbl - OonbIlIas
H pa3sHoobpas3Has rpylna MeTO4AOB,
IIpeAHa3sHaYeHHAada AAS BhISBACHUS BapHaAIllHU
(moBpeXxaeHUN) B cTpyKType yuactka AHK (annens,
Ir'eHa, PETHOHA XPOMOCOMBI) BILAOTE A0
pacIIHPPOBKH IIEPBUYHOHN ITOCAEA0BATEABHOCTH
OCHOBAaHUH. B OCHOBE 5THX METOAOB AE€XKAT I'e€HHO-
nmKxeHepHble Mmanunyasnuyu ¢ AHK u PHK.
HcxXoAHBIM 3TallOM BCEX MOREKYASIPHO-
IreHEeTHYECKHUX METOAOB SIBASIETCSA IIOAYICHHE

obpaszuos AHK.



OTaIllbl HCCACAOBAHUS

HeszaBuCHMO OT BRIOPAHHOI'O METOAA
MOAEKYASIPHO-T€HETHYECKOI'O HCCAEA0BAHHUSI, OHO
OyAeT BKAIOYATH B CEOS CAEAVIOLIHE DTAIIBI:
B3ATHE buoMaTepHana, dale AAd
HCCAEAOBAHHS HCIOAB3YIOT KPOBbB IIAIIHEHTA.
[lonyueHHBIH MaTepHal MAaPKUPYIOT B
TPAHCIOPTHPYIOT B A1a60PaATOPHIO;
BeiseneHue AHK/PHK;
IIPOBEAEHHE HCCAEAOBAHHUN B COOTBETCTBHHU C
BbIOPAHHBIM METOLOM;
H3y4UYE€HHE H HHTEPIIPETAIHIO PE3YABTATOB;
BbIAAYY 3aKNAIOUEHHS.



MeToAbl MOAEKYAIPHO-
IreHeTHUYECKOH AHMATHOCTHKH

MeToAbl MOAEKYASIPHOM IIUTOI€HETHKH
IIuTOreHETHYECKHH aHaNN3 II0O3BOASIET BLISBUTD
HACAEACTBEHHBIEC 3a00neBaHUs, IICUXHYIECKHE
OTKAOHEHHS, BPOXKXAEHHBIE IIOPOKH pPa3BUTHA. CYyTh
METOAA — B H3YUYEHHUHN XPOMOCOM C IIOMOIIIBIO
CIIEIIMAAbHBIX MHKPOMATPHI], HaHeCeHHBIX Ha AHK-
YHIIbI. AL DTOr'0 U3 06pasiia KPOBH BbBIAEASIOT
AUMQOIINTHI, KOTOPERIE 3aTEM IIOMeEIIAloT Ha 48-712 yaca
B [IMNTATEABHYIO CPEAY U II0 HCTEYEHHH 3TOI'O BpEMEHH
nccaenyoT. HasHayaroT TakoX aHAAN3 HEYACTO, B
OCHOBHOM AASI YTOUHEHHS AHATHO3A Y AETEH IIPHU
IIOAO3PEHHH Ha BPOXXAECHHBIE 3aboneBaHusI. AHANN3
O4YE€Hb TOYEH, HO JOCTATOYHO TPYAOEMOK H AAUTEACH
(pe3yabTaT MOXXHO IIOAYYHNTE AHINE yepes 20-30 suen
IIOCAE CAAYH).



MonekynspHas suarsocruka Mmerosom IILIP

[TonnmepasHasa I1enTHAaA peakIiiusg — METOA, u3006peTeHHbIH B 1983 roay, nmo
CeH AEHBb CaMbI¥ IONYAIPHBIN K PYHAAMEHTANBHBIN B MOAEKYAIPHOH
AHAarHOCTHKe. XapaKTEepPU3yeTCS BbICOYAHIIIEH TOYHOCTRIO U
YYBCTBHUTEABHOCTBIO, & Tak>XXe CKOPOCTRIO IPOBEAECHHSI HCCAEAOBAHUS. Ans
aHanusa BeIOHparoT yuacTok AHK 1 MHOrOKpaTHO AYyOAHPYIOT €r'0 B
KabopaTopHu C IIOMOIIBIO CIIEHAABHBIX BEIIECTB.



MeToga doayopecuenTHoOM rubpususzamnun (FISH)

B AaHHOM MOAEKYASIPHOM METOAE OOBEKTOM HCCAEAOBAHUS
CTAHOBATCS YHUKAAbHbIE HYKACOTHAHBIE COEAUHEHUS OTAEABHO
B3STOHM XPOMOCOMBI HAH €€ YIACTOK. AAT 3TOI'O HCIIOAB3YIOTCS
MeUYeHbIe PAYOPECIEHTHEIME MapkepaMu KopoTkue AHK-
IIOCAEAO0BATEABHOCTH (30HABI), KOTOPBIE IIO3BOASIIOT BbISBHUTD
doparMeHThI C aTHIINYHBIMHU I'eHaMu. bBuoMmaTepuan Ang aHARM3aA
MOXXET ObITh AIOO0H, BAXXHO, YTOOBI 06pasel] 6bln AOCTABAEH B
nabopaTopHIo Cpasy IoCcAe ero usbaATHA. MeTos 0CO6EHHO aKTHBHO
HCIIOAB3YIOT B IIPEHATAABHOMN AUATHOCTHKE (LA OIIPEAECNAECHUS
PHCKA Pa3sBUTHS Y IIAOAA BPOXKXACHHBIX IIOPOKOB), '€ MAaTOAOTHH.
FISH-MmeTO4 O4YeHb YYBCTBUTEAEH H TOYEH ANS BBISBACHUS
nospexaeHHbIX dparmMenToB AHK (morpemraocts okono 0,5%), npu
9TOM AOCTATOYHO OBICTP: PE3YAbTAT IIPHAETCSH XKAATH HE bonee 72-x
yacos. OxHaKo y Hero ecth u HesocTaTku: FISH emte 6onee
crnenudHUYEeH, YeM MUKPOMATPHYHBIN ITHTOI'CHETHYECKHH aHAANU3, U
MOXXET CAY>KHUTD AHIID AN IIOATBEPIXKACHHNS HAN OIIPOBEPIKEHUS
IIpeAIIonaraeMoro AuarHosa.



MuxpouunupoBaHue

OTOT METOA IIOX0X Ha IPEABIAYIINN — 34ECh TaK >KE
HCIIOAB3YIOTCSI MEUYEHHbIE PAYOPECIEHTOM IIOCAEA0BATEABHOCTH
AHK. OpHako 3TH 30HABI CHaYana BRIASASIOT U3 P06,
IIOAYYEHHBIX OT IIAIIMEHTA, H 3aTEM CPABHHBAIOT C 0Opas3ilaMH,
HaHECEHHBIMH Ha MuKpouuIbl. AHK-MuUKpoOUYHII IpeACTaBASIET
cob0M OCHOBaHHE (CTEKATHHOE, IIAACTHKOBOE, '€AEBOE), Ha
KOTOPOE MOXXET OBITH HAHECEHO A0 HECKOABKHUX THICSY
MUKpOTeCTOB AAMHOMU OT 25 50 1000 nykneoTunoB. IlonyueHHbIE
IIOCAE OYHCTKH 6romMaTepHana nIpobsl (30HABI) COBMEIIAIOT C
MHUKPOTECTAMHU Ha YHIIEe M HaOAIOAAIOT 3a peaKlier MapKEPOB.
Pe3ynbTaThl HCCAEAOBAHHS I'OTOBLI Uepes 4—6 aHeH nnocne 3abopa
MaTepuana. Ansg aHanK3a HCIIOAB3YETCH AI0O00H broMaTepHan, U3
KOTOPOIr'o MO>XHO nnoayuuts obpasen; AHK/PHK. Hcnions3yioT
TAaKOM METOA B OHKONROI'HH U KapAHOAOTHH (B TOM YHCAE AAA
H3Y4YEHUS '€HETHYECKOH IIPEAPACIIONOXKEHHOCTH), OH TOYEH U
YYBCTBHUTEAECH



[TpuMeHEeHHE METOAOB '€ HETHUYECKOM AHArHOCTHKH B KapAHUOAOTHH HAIIPABAECHO HaA
H3y4YeHHE IPHUYHUH KaK MOHOT'€HHOH ITIaTOAOTHH (BPOXXACHHBIE HAPYILIEHHSI PUTMA,
cuaapoM Mapdana, KMII), Tak 1 moAUTreHHBIX MHOIOAKTOPHBIX 3aboneBanui (Al', CA 2-
ro tuna, UbC).

* B cayyae MOHOT'€HHOH IIaTOAOTHH I'eHEeTHYECKAs AHArHOCTHKA HMEET HEeIIOCPEeACTBEHHOE
KAMHHYECKOE 3HAaUYEeHHEe, H ONIPEAEACHHE IPHYNHHBIX MYTAIIHH '€ HOB MOXXET IIOBAHITD Ha
TEPAIIHIO 1 IIPOTrHO3 3ab0oneBaHUS.

* B cayyae NOAUTEHHBIX MHOTOOAKTOPHBIX 3a00AE€BaAHNM '€ HETHYECKHE UCCAEAO0BAHUS
HaIIpaBAEHBI B OCHOBHOM Ha IIOMCK '€ HETHYECKHX MapKEPOB IIPEAPaCIION0XEHHOCTH,
MOZAYAHPYIOIIHNX PHCK BO3HHKHOBEHUST, OCOOEHHOCTEH TEUEHUS 1 IPOTHO3 3aboneBaHus, a
TaK>XXe OTBETA Ha Tepanuio. AaHHbIe HCCAEAOBAHHNSI HOCAT B OCHOBHOM HAy4YHBIN XapaKTep,
1 MEe>XAYHapOAHbIE PeKOMEHAAUNH 06 MX IPUMEHEHUH B PYTUHHON KAMHUYECKOH
IIPaKTHKE ITI0Ka OTCYTCTBYIOT. Aa>ke HH(OpMAaUHsI O HOBBIX FT€HETHYECKHUX MapKepax,
AOCTOBEPHO aCCOIIMHPOBAHHBIX C IOBBIMIEHHLIM PHUCKOM pa3BuTHs oxXupenus u UBC, me
HMEET AO0KA3aHHOI'O KAMHHYECKOT'O 3HAUEHH, IOCKOALKY IIPH OOABIITHHCTBE IIOAUT'€HHBIX
MHOTI'OPaKTOPHBIX 3a60A€BaHUAX BKAAA TPAaAUITHOHHLIX PP 3HaUNTEALHO IPEBLIIAET
BAUSHUE reHeTudeckux. HecmoTps Ha 60ab1I0N 06BeM PyHAAMEHTAABHBIX HCCAEAOBAHUH,
IIPOBEAEHHBIX B DTOM 061aCTH, HH(POPMAIIHS O TeHETHYECKHX BApPHAHTAaX,
IIPEAPACIIONRATAIONINX K PA3BHUTHIO 3a00N€BaHUMN, HA CETOAHIIIIHNY AEHb HE MOXET H HE
AOMDKHA UCIIOAb30BATHCS AN KAMHUYECKHUX HeneH. ckaroueHne MOTryT COCTaBASITH TOABKO
HCCAEAOBAHUSA '€ HETHYECKHX (PAaKTOPOB CHCTEMBI 'eMOCTa3a.



PacminpenHoe uccaesoBaHue reHoB cucremsl remocrasa; F2, F5, MTHEFR, MTR
MTRR, F13. FGB, ITGAZ, ITGB3, F7, PAI-1
PazauyHble H3MEHEHHS B '€eHaX CHCTEMBI 'eMOCTa3a U IIMKAa OOMeHa (ponaToB
IIPEAPACIIONATAIOT K PA3BUTHIO OOABIIOIO YHCAA ITATOAOTHYECKHUX COCTOSHUH:
HHGAPKTHI, HHCYABTBI, TPOMOO3MOOANH, KPOBOTEUEHHUS.
IIpoduns BkArOUaEeT B cebs HCCAEAOBAHHE OCHOBHBIX IOAMMOP(HU3MOB B
reHax CHCTEMBI reMocTas3a ¥ ORATHOI'O IIUKAA:




I'en F2 xonupyeT aMHHOKHCAOTHYIO IIOCAEA0BATEABHOCTD
6enka nporpoMmbuHa. [Tonumopdusm F2 c.*97G>A
IIPHBOAUT K ITIOBBIIIECHHOM DKCIIPEeCCHHU IrreHa. Knuunyecku
HEONATONIPHATHHIN BAPHAHT IToAUMOpdu3ma (c.*97A)
HAaCRAEAYETCS II0 ayTOCOMHO-AOMUHAHTHOMY THILY.
Hanuune nonumopdusma F2 ¢.*97G>A B roMO3UT'OTHOH
HAY '€TEPO3UTOTHON (pOopMe 3HAUYHTEALHO YBEAHNYHBAET
PHCK BO3HHKHOBEHHSA BEHO3HBIX TPOMOO30B, B TOM UHCAE
TPOMOO30B COCYAOB MO3ra 1 CEpAlia, OCOOEHHO B
MOAOAOM BO3pacTe. Y IMAaIlMeHTOB-HOCHUTEAEH AAHHOI'O
IIOANMOPdH3Ma IIOBBIIIEH PHUCK PA3BUTHA
TPOMOOSMOOAHH IIOCAE XUPYPIrHUYECKHX BMEIIaTEALCTB.
[Tprém opanbHBIX KOHTPALEIITHBOB YV AAHHOM I'PYIIIIbI AHII
TAK>Ke YBEAHYHUBAET PUCK TPOMOO30B (OTHOCUTEABLHBIN
PHCK Pa3sBUTHSI TPOMOOMHUANK H BEHO3HOH
TPOMOOSMOONAHH YV IreTEPO3UTIOTHBIX HOCHTEAbHHI]

nonuMopdusMa c.*97G>A BospacTaeT B 16 pas).



I'en F5 xoaupyeT aMHHOKUCAOTHYIO IIOCAEAOBATEABHOCTD Oenka
IIpoaKIleAePHHA - KOATyAILHOHHOIO dpakropa 5. Hykneorusuas 3aMeHa
c.1601G>A («myTarusa /\eHseH») IPUBOAUT K AMHHOKUCAOTHOM 3aM€EHe
AprUHKHA Ha 'AYTAMUH B IO3HIINHK 534, UYTO IPHAAET YCTOHYHUBOCTD
aKTHBHOM (popMe IIpoakiienepuHa. KnmHHYECKH 3TO IPOSIBAIETCS
PEeLUHUANBHPYIOIMIMMY BEHO3HBIMHE TPpoMb0O3aMu U TPOMOOOIMOOAHUIMH.
Hanuune nonumopdusMa B TOMO3HI'OTHOMN HAM I'ETEPO3UT'OTHON dbopMe
3HAYHUTEABHO (B 3 1 6bonee pas, a Ha POHE 3aMECTHTEABHOH
I'OPMOHOTEPAIIHNH UAH IPpUEeMa OPaAbHBIX KOHTPALENITHBOB - B 30 1 bonee
pa3) yBEAUYHBAET PHCK BEHO3HBIX TPOM6030B. Prck nHdapkTa Muokapsa
YyBEAUYHBAETCA B 2 1 BOnee pas, pHCK PA3BUTHS IATOAOTHH H€pPEMEHHOCTH
(IpepriBaHNE BEPEMEHHOCTH, IPEIKAAMIICHS, XPOHUYECKAS
IIRalleHTapHas HeAOCTATOYHOCTh U CHHAPOM 33aAEP>XKH POCTa IIA0AQA)
yBenuuuBaeTcs B 3 u bonee pas.

Tax>xe, malnMeHThI, IBASIOININECSI OSHOBPEMEHHO HOCHUTEATIMHU
nnoauMopdusma c.*97G>A rexHa npoTpoM6bHuHA U «kMyTaluu [\eHACHY, eII1e
B OOABIIIEN CTEIIEHU IOABEPXKEHDI PUCKY Pa3BUTUI TPOMOO30B U
TPOM60>MOONHH.



I'er MTHFR xoaupyeT aMHHOKHCRAOTHYIO
IIOCAEAO0BATEABHOCTE EPMEHTA
METHACHTETPAruapodoraTpeAyKTas3bl, UTPAIOIIET0
KAIOYEBYIO POABb B MeTabonusme OAHNEBOH KHCAOTEI.
ITonumopdpusm c.665C>T rema MTHFR cBs3aH ¢ 3aMeHOH
HykneoTuzaa 1urosuHa (C) Ha TuMUH (T), YTO IPHUBOAUT K
AMHHOKHCAOTHOM 3aMEHE afaHWHA Ha BAAWH B IIO3UIIHHU
222. BapuaHT c.665T cBg3aH C YeTHIPbMS I'PYIIIIaAMH
MYABTH(AKTOPHAABHBIX 3a00NEBaAHHH: CEPACYHO-
COCYAUCTBIMHY, AedPEeKTaMHU Pa3BUTHA IIN0AA,
KOROPEKTAABHON aA€HOMOHN H PaKOM MOAOYHOH XXEREe3bI U
SUYHUKOB. Y XXEHIIIHMH C 'eHOTHIIOM C.665T/T sedouuT
donreBOr KHCAOTHI BO BpeEMS OEpEMEHHOCTH MOXXET
IIPHUBOAMUTE K IIOPOKAM PAa3BUTHS IIN0AA, B TOM YHCAE
He3apallleHHIO HEPBHOM TPYOKH.



I'er MTR xoaupyeT aMHHOKHCAOTHYIO
IIOCAEAOBATEABHOCTE EPMEHTA METHOHHUH
cuHTasbl. [lonumopdusm c.2756A>G cBa3aH
C aMHHOKHCAOTHOH 3aMEHOH
(acrmaparuHOBOH KHCAOTEI HA I'AHITHMH) B
MoneKkyne depmeHTa. B pesyabrare 5TOH
3aMeHbI QYHKIIHOHAABHAS AaKTHBHOCTD
depMeHTa H3MEHSIETCS, YTO IIPUBOSUT K
IIOBBINIICHHIO PHCKa HOPMHUPOBAHUSA
IIOPOKOB PAa3BHUTHA YV IIAOAA. BAusgHIe
roauMopdusMa yCcyryonsercs
IIOBBIIICHHBIM YPOBHEM I'OMOIIMCTEHHA.



I'en FGB xoaupyer B-1emns hpubpuHoreHa,
SIBASIOIIET'OCS IIPEAIIECTBEHHUKOM (PUOPHHA.
AnnenbHbBIN BApPHAHT C.-467A 0O0yCROBAHBAET
YCHUACHHVIO TPAHCKPHIIIINIO 'eHa H MOXET
IIPHUBOAHUTE K YBEAHYEHHIO YPOBHA
dbubpHuHOreHa B KPOBH U IIOBBIIICHHIO
BEPOSITHOCTH OOpa30BaHUsI TPOMOOB IIpH
HAAMYHUH AOIIOAHUTEALHBIX AKTOPOB PHCKA.
I'eTepO3UroTHLIN BapHuaHT c.-467G/A
CBSI3bIBAIOT C IIOBBIIIIEHHBIM PHCKOM
HIIIEMHYECKOI'O HHCYAbTA B NAKYHAPHBIMH
HHJaApKTaMHU lIepebpanbHbIX COCYAOB.
I'OMO3HIOTHBIN BapHaHT C.-467A/A CBA3BIBAIOT C
ITOBBIIIEHHBIM PHUCKOM HHGAPKTA MHOKAPAA.




I'en rauxonporenna Gpla (ITGAZ2) xkoaupyeT CHHTE3 anbda-2-
CyOBeAHNHHIIbI HHTEI'PHHOB — CIIEIIHAAN3HPOBAHHBIX PELIEIITOPOB
TpoM6o1IuTOB. AnnenbHBIH BapHaHT C.759T BrI3bIBaET U3MEHEHHE
IIEPBHUYHOH CTPYKTYPHhI CYOBEAHHHUIIBI I CBONCTB PELIEIITOPOB.
ITpu rereposurorHom (c.759C/T) BapuaHTe oTMeUaeTCH
YBEAHYEHHE CKOPOCTH aAT€3HH TPOMOOIIUTOB K KOARATEHY |
THUIIA, YTO MOXXET IIPHBOAUTE K IIOBBIIIEHHOMY PHCKY
TpoMbodunnu, HHPAPKTA MHOKAPAA H APYIHX CEPAEUHO-
COCYAHCTBIX 3aboneBaHut. AnnenbHBIH BapHaHT C.759T
CBSI3bIBAIOT CO CAYYASIMH PE3UCTEHTHOCTH K acnupuHy. [llomumo
9TOI'0, IIpHu roMo3urorHom (c.759T/T) BapuaHTe 3HAUUTEABHO
YBEAHNYHUBAETCSA KOAMYECTBO PELIENITOPOB Ha IIOBEPXHOCTH
TPOMOOIIUTOB. B COBOKYIIHOCTH, IIPH 'OMO3HUI'OTHOM BapHAHTE
LAHHOI'O ITIOAUMOP(H3MA 3HAUUTEABHO IIOBBIIIIEH PHUCK
TpoMbodunnu, HHPAPKTA MHOKAPAA M PA3BUTHUI APYTIHX OCTPBIX
SIIN3040B TpoMboobpazoBaHusd B Bo3pacte A0 50 neT, saxke 1o
CPaBHEHHIO C I'e€TEPO3UTI'OTHLIM BaAPHAHTOM.



I'en raukonporenna Gp3da (ITGB3) xoaupyeT CHHTES
beTta-3 ey uHETErpuHOBOro komnaekca GP2b\3a,
Y4aCTBYIOLIEI'O B PA3HOOOPA3HBIX MEXKAETOYHbBIX
B3aHMOAEHCTBHAX (AAT€3HH M CUTHANMI3AIINH).
AnnenpHbI BapHaHT Cc.176C (reTeposurora c.176T/C)
06yCAOBAMBAET IIOBBILIEHHYIO aAT€3HIO TPOMOOIIUTOB U
MO>KET IIPHUBOAHUTDH K YBEANYEHUIO PHCKA PA3BUTHSA
OCTPOI'0 KOPOHAPHOI'O CHHAPOMA, a TaK>KE CBA3aH C
CHHAPOMOM IIPHBBIYHOI'O HEBbIHAIIINBAHHSA
bepemerHOCTH. ['OMO3UroTHbIM BapHuaHT c.176C/C
06yCAOBAMBAET IIOBBILIEHHYIO aAT€3HIO TPOMOOIIUTOB U
MO>XET IIPHUBOAUTD K 3HAYUTEABHOMY YBEAHUYEHHIO PHCKA
Pa3BUTHSA OCTPOI'O KOPOHAPHOI'O CHHAPOMA B BO3pAaCTE AO
90 neT. Y AUl C IOAMMOP(PHBIMH aAREeAbHBIMU
BapHaHTaAMH YaCTO OTMEYaeTCs IIOHIKEeHHAaA

9P PEKTUBHOCTD aCIIHPHHA.



AnnenpHbIN BapuaHT c.1238A (rereposurora c.1238G/A u
romo3suroTa c.1238A/A) rera F1 mpHuBOAUT K IIOHM>KEHUIO
SKCIIPECCHHU I'eHa ¥ CHIDKEHHIO YPOBHSA pakTopa 1 B KPOBH,
pacCMaTPHBAETCS KaK IIPOTEKTHBHBIN MapKEP B OTHOIIIEHHUN
Pa3BUTHA TPOMOO30B 1 HH(APKTA MHOKAPAA.



['ern ubpunasel (F13) xkosupyeT cuHTES
TPAHCIAIOTAMMHA3BI, Y4aCTBYIOIIEH B CTAOUAN3AIIHH
dbHuOPHUHOBOI'O CI'yCcTKa U B POPMHUPOBAHUHU
COEAUHUTENbHOM TKaHU. AnnenbHble BapuaHThI C.103G/T u
c.103T/T npuBOAAT K CHH>XEHUIO YPOBHS
TPAHCIAIOTAMHHA3BI C 06pa30BaHHEM CETYATOH
CTPYKTYPhI hudbprHa ¢ 60onee TOHKMMH BOAOKHAMH,
MEHBIINMHY ITIOPAaMH, H H3MEHEHUEM XapaKTEPHCTHK
IIPOHHUKHOBEHHUS, KOTOPOE B COUETAHUU C APYI'HMH
dakTopaMu pHCKa aCCOIUHUPYETCSA C BO3ZMOXHBIM PHUCKOM
BHYTPHYEPEIIHBIX KPOBOU3AUSIHUN 1 KPOBOTEUECHHHN U3
BHYTPEHHUX OPI'aHOB, & TaK>Xe ITPHUBBIYHLIM
HEBBIHAIIIUBaHHEM 6epeMeHHOCTH. [IpHu 5TOM anneAbHBIN
BapHaHT c.103T mo>xeT BBICTYIIATE B POAM IIPOTEKTHBHOI'O
dpakTOpa B OTHOUIEHHNH HH(PAPKTA MHOKAPAA B BEHO3HBIX
TPOMOO30B.



AHK-MeTOABI IIO3BOASIOT HE TOABKO ANMAarHOCTHPOBATH
reHHbIE OONE3HH, HO 1 BhIIBAATH OECCHMITOMHBIX
reTEPO3HUTOTHBIX HOCUTEAEH MYTAIIHH M, TAKHM 06pa3om,
BeCTH 3P PEKTHBHYIO NIPOPHUAAKTHKY OONE3HEHN B CEMBIX
BBICOKOI'O pHucKa [4].

B nenom npobaemy AHK-amaruHoCcTKE reHHbIX OOnE3HEH,
PaBHO KaK H XPOMOCOMHBIX, II0 CYTH MOXHO CUHUTATh
IPHHITUIIHAABHO PEUIeHHON. Ee AaAbHEHIIINH ITPOTrpece
MOXKET KaCaThCSA HE TOABKO YBEANYEHHS YHCAA
AHATrHOCTHPYEMBIX Oone3HeH, HO U IIepeHOCa OCHOBHOH
TSIDKECTH UCCACAOBAHHY B PAHHHY ITOCTHATANABHBIN IIEPHOL
AT CKPUHHPOBAHHSA HOBOPOXAECHHBIX HA
IIPEAPACIONOXEHHOCTD K MYABTH(AKTOPHAABHBIM
(IOAUT'€HHBIM) 3a60nEBaHUSIM, TAKHM, KaK aTEPOCKAEPO3,
HIIIEMHS CEPALIA, AHabeT, HEKOTOPhIE OIIYXOAH M HEPBHO-
IICHXHYECKHE 3a00neBaHHS.



B HacTosdiiee BpeMs u3BeCTHO 6bonee 50 myTalui,
acconuupoBaHHbix ¢ ['KMII, o6Hapy>X€HHBIX B AOKYyCaX
I'€HOB, KOAUPYIOIIHX CTPYKTYPY ¥ OYHKIIHIO
COKpAaTHUTEAbHBIX OenKOB Muokapsa. ['ennni sedexr
3aKAOYAETCAa B HAPYIIEHUH IIOCAEA0BATEABHOCTH
aAMHHOKHCAOT UAY B 3aMEHE OAHOHM aMHHOKHCAOTEI HA
Apyryro. Biepseie anoManbHbIX Ired I'KMII,
KROKAKUIYIOUIUNCA Ha 14-1 XpoMOCOME U IIOAYIHUBIIIHH
Has3BaHHe FHC-1 (reH ceMenHOMN runnepTpoduecKomn
KapAUOMMOIIATHH), YAAROCh HACHTHHUIIUPOBATE J. Jarcho u
coasT. B 1989 r. [3]. Haubonee uyacteimu npu ['KMII
SIBASIOTCS MYTAllMM I'eHa TSOKEABIX Ilellel B-MHO3HHA, 'eHa
CEPAECYHOI'O TPOIIOHHHA T, reHa a-TPOIIOMHO3HHA U I'eHa
6enka C, cBsa3bIBaIOIIEro MHO3HH [12] (Tabs. 1).



Tabnwya 1

DCHOBMME TENETHSECKNE AeTepMuNanTLI TKMN [12)
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TRXEAAR yens f-NHO3NKE ~35-45% NErkae yenn NuCInKa — SCCRNYMANNER W DETYNIRTOPHAR
Muo3ns-Ceazuea0wmr 6enox C ~15-20%
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Tabnuya 2
NIBECTHLIO rERETHYECKNE ROPME! FMNEPTPOPHYECKON XAPAUOMHONATHN B HX RPEACTABNENHOCTE B FPYNNe GOALHLIX

C MASHTWDNURPOEINHLIMI MYTALWAMN (RPW NOANOM CxpuNNnTe renes) (14, 17, 18]
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MoOREKYAIPHO-TEHETHYECKHE METOABI HCCAEAOBAHHUA
OBIAM IIPH3HAHBI 30A0THIM CTAHAAPTOM) AHATHOCTHKH
I'HIIepTPOodPHYECKON KaPAHNOMHUOIIATHH, TaK KakK
IreHETHYECKHE MYTAILINH ONIPEeAERIIOT EHOTHII, BKAIOYAS
KAWHHUKY Hauana OOAEe3HH, TAK © OCOOEHHOCTH TEeUEHHS,
BEPOSATHOCTD XXU3HEYI'POXKAIOIIUX aPUTMHH,
HeONRAromIpHUsATHOI'O HCX0AA U, CAEA0BATEABHO,
IIEPCOHU(HUIINPOBAHHBIN IIOAXOA K CTPATEIHHU BEACHHUS
ranueHTa JIpHu IOAHOM CKPHHHHI'€ BCEX H3BECTHBIX
I'€HOB, OTBETCTBEHHBIX 3a pa3zBuTue ['KMII, B 60%
CEMEHHBIX CAYYAEB YVAAETCS BBIIBUTH COOTBETCTBYIOIIHNE
MyTaluu. AHAAOTHYHBIN 0ObEM HCCAEAOBAHUH Y OONBHBIX
co cniopasuueckuMu dopmamu ['KMII noszBonseT
YCTAHOBHUTHL MOAEKYASIPHYIO IPHYHHY 3a00NK€BaHHT HE
bonee yem y 30% 4neHOB cEMbH
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