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B cTartee npexncTaBiieHbl JaHHBIE UCCIENOBAHMS IO ONTHUMHU3ALMU BEJCHUS MTAIJMEHTOB, KOTOPBIM
II0Ka3aHO MpOBE/ICHHE NPEHMIUIAHTAIlMOHHOI reHerndeckoi auarHoctuku (I11]]), BeIssBIEHHE BO3MOXK-
HOCTeH pacIiupeHus CeKTpa nokasaHuil k nposeneHuto I1I']], a Taxke Moka3aTh 0O0CHOBAaHHOCTH BbI-
nonHeHws [1T]] y GpepTHIBEHEIX MaIeHTOB.

KuroueBbie c/10Ba: IpeuMITIaHTAIIOHHAs TeHeTHYecKas auarnoctika, OKO.

[upokoe pacmpocTpaHeHHE BCIIOMOTATEIbHBIX PEMPOIYKTHUBHBIX TEXHOJOTHI
(BPT) [8—11], cornacuo manubsiM EBpomnetickoro cooOriectBa 3MOpHOJIOTHH U PEpo-
nykipu yenoseka (ESHRE), nmpuserno k nosiBieHnto 0osnee 5 MITMOHOB JIETEH BO BCEM
mupe. CooTBeTcTBEHHO nocneaneMy exxeronHomy otuety ESHRE, B 2009 roay, nocne
BBINIOJIHEHUS TOYTH 1,5 MusuioHoB nomnbiTok KO, poaunock okoso 350 000 nereit
[15]. Hacroneko maccoBoe BHeapeHue BPT nmoguepkuBaer akTyaabHOCTh HE TOJIBKO
po0JIeMbI OIIPEeSICHHs KaueCTBa IEPEHOCHMBIX B MTOJIOCTh MaTKH 3MOPHUOHOB, HO U
BBISIBIICHUS KQTETOPHIA MAIIEHTOB, KOTOPHIM HEOOXOUMO MTPOBEICHUE BCIIOMOTaTeb-
HBIX PENPOIYKTUBHBIX TEXHOIOTHA.

[IpenmmnanTanronHas reHernyeckas quarnoctuka (I11°]) — oaun u3 mepcenek-
TUBHBIX METOJIOB, TIO3BOJISAIOIIMX JIaTh OTBET HA ATOT U P APyrux Bonpocos. Hanbonee
yacThIM nokazanuem k [1I'/] eme Heckonbko JieT Ha3ad OblT CKPUHUHT aHEYTUIOWINH.
JlaHHasi METOMKa, B HACTOSIIIEEe BpEMsI Ha3bIBacMask MPEUMILTAHTAIIMOHHBIN TeHeTHYe-
ckuit ckpunuHr (I1I'C), 6b11a pazpaboTana i UTOr€HETHYECKOT0 aHAIM3a SMOPHOHOB
IpU CIEAYIOUIMX MOKA3aHMUIX: CTapIIUi penpoyKTUBHBIA BO3PACT, OOIBIIOE YHUCIIO
6e3ycremHbIX monsItok KO, OTCyTCTBHE UMITIAHTAIMU TIPU TIEPEHOCE IMOPHUOHOB XO-
POLLETO KauecTBa, 3HAYUTEIBHOE CHIKEHNE KauecTBa criepMbl [2]. OHaKo, M0 JaHHBIM
IIPOBEJICHHBIX PaHOMH3UPOBAHHBIX KOHTPOJIMPYEMBIX UCCIIEI0BAHUMN, UCIIOIb30BaHNE
knaccuueckoit [1I'] aneymnouauit (ITI'C) npu BeIoSHEHNN OMOTICUY HA CTa U IPO0-
JICHUs1, He TIOBBIIIAET YacTOTY MUMIUIAHTAIMU U, CI€JOBATENbHO, BEPOSTHOCTh HACTYII-
neHus 6epeMeHHoCTH [7]. B Hacrosiiee BpeMsi, B OTJIMUME OT YKa3aHHBIX BBIIIE CeMeii-
HBIX Map, AJis1 KOTOpBIX Hcrop3oBanre [11'/] coMHUTENBbHO, TOSBISIETCS] HOBasi KaTero-
pHsl TAIIMEHTOB, KOTOPHIM MPOBEACHHE MPEUMIUIAHTAMOHHON TeHETHYECKOM JMarHo-
CTUKH IIOKa3aHO — 3TO (PepTUIIbHBIEC MTAIIUECHTHI.
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[IpenmrianTamoHHOE OOHApYKEHHE MyTalUii y SMOPHOHOB HEOOXOIMMO Malu-
€HTaM C BBICOKUM PHCKOM I€peady Mo HACJIeICTBY MOHOT€HHbIX 3a00JieBaHui (ayTo-
COMHO-PELIECCUBHBIX, ayTOCOMHO-TOMHUHAHTHBIX, X-CHEIJIEHHBIX), ¢ ceMelHOM npe-
PacnoI0KEHHOCTBI0 K OHKOJIOTMYECKUM 3a00JIeBaHUSAM, a TaKXkKe MPUOOPETEHHBIM
001e3HAM (pe3yc-ceHCHOMIM3aIys) Wik JeOI0THPYIOIIMM B IT03IHEM BO3pAcTe, XpOMO-
COMHBIMU TpaHciokauusimu [4, 13]. Tak, coorBercTBeHHO 10 mocnenHeMy €KeroaHoMy
oryery EBporneiickoro cooOriecTBa 3MOpHOIOrHH U PENpPOLyKIIMU YeroBeka, u3 2042
ciydaeB BoimonHeHus [11'J] HacnencTBeHHBIX, TPUOOPETEHHBIX 3a00JIeBaHUN UITH XPO-
MOCOMHBIX TPaHCJIOKaIUi, 60IbIMHCTBO ceMeiHbIX map (1354 — 66,3%) Obun dep-
TWIBHBL, T.¢. UMeHHO 11"l ObLIO €MHCTBEHHBIM OCHOBAaHKMEM I BeioaHeHns DKO
[6]. OnHako, HECMOTpPS HA TOCTUTHYTBIE YCIIEXH, YKa3aHHAs METOJMKA OTIIMYAETCS He-
KOTOpBIM YMCJIOM HEOJAHO3HAYHBIX MOMEHTOB, orpaHuuuBaronmx npumenenue [N,
a UIMEHHO: HE00XO0IMMOCTb HHTEHCUBHOM CTUMYJISILIMM MAIIUEHTKU, BEPOSTHOCTh OCTa-
HOBKHU JJpoOieHust s3MOproHa rocse OHoIncuu, (peHOMEeH MO3aulu3Ma, HeOCTaTOYHOE
kosmdectBo JIHK, momyuyaemoii mpu 6uoncun eIMHUYHOrO OjacToMepa, BblaJeHHe
aJuIeNst IpU MPOBEICHUH MOJIEKYJISIPHO-T€HETHYECKOr0 3Tama, OTCYTCTBUE SMOPHOHOB,
MPUTOJIHBIX K MIEPEHOCY B MOJIOCTh MATKU, CHHKEHHE BEPOSITHOCTH OEpEMEHHOCTH 110CIIe
I1I']] BcecTBUE CTPECCOPHOTO BO3JEHCTBUS HA SMOPHUOH — OMOIICHH.

Ilean uccaegoBaHus: ONTHMU3UPOBATh BEJICHUE MAIIMEHTOB, KOTOPHIM [TOKAa3aHO
nposenenue [1I'/], BBIABUTH BO3MOXHOCTb PACLIMPEHUS CIIEKTpa IIOKa3aHUH K IpOBeIe-
nuto [IT'/], a Taxoke nokaszate 060cHOBaHHOCTH BbinosHeHUs 111 y depTmiibHbIX na-
I[UCHTOB.

MarepuaJibl ucciieoBanus. B ximnauke nposeneHo 26 nporpamm OKO — I,
M3 KOTOPBIX 16 — AMarHocTHKa MOHOTEHHBIX 3a0oneBanuii u 10 — oOHapykeHue
TpaHcnokaiuid. CpetHuii BO3pacT MalMeHTOK Ha MOMEHT oOparieHus coctaui 31,04 +
+4.3 roga (ot 24 mo 38 ner). Y 10 maumentok (62,5%) u3 16 ¢ MOHOTeHHBIMH 3200J1€Ba-
HUSIMU — OOJIBHOM peOeHOK, y 4 U3 HUX — B aHaMHe3e rubesib pedeHKa OT HacleaCT-
BeHHOro 3aboneBanus. Kpome toro, y 7 uz 10 mareHToK — 0T 1 10 3 MEeaMIMHCKUX
a0opTOB IpU OOHAPYKEHUH I1J10/1a C MATOJIOTUYECKHM T'€HOTHUIIOM 10 JJaHHBIM IIpeHa-
TaJIbHOW JIMarHOCTUKH, BBIIIOJIHEHHBIX OCIIE pOJOB O0MbHBIM pedeHkoM. Y 8 u3 10 na-
IIMEHTOK C TPAHCIOKAIMsIMU B aHAMHE3€ CIOHTaHHbIE MpepbIBaHUs OepeMEHHOCTH:
y 4 nanueHTok — 1o 1, y 2 ceMeiHbIX nap — M0 2 NpephIBaHUSA U Yy 2 JKEHIIMH —
1o 3 BeIKUABIIIA HA cpoke 10 10 Henenb.

[TarreHTH! OOpaIIAIKCh CO CIEAYIOUIMMHU 3a001eBaHUAMU: reModmius A, xopes
XaHTUHITOHA, BPOXK/ICHHbBIM MXTHO3, HEMPOHAIBHBIM LEPOUTHBIN JTUIO(YCIIMHO3 THII 2,
aJIpeHOTeHUTAIIBHBIA CHHAPOM, COJbTepstoNias popMa, CimHanbHas amuotpodust Bep-
Hura—I omana, axoHapoIUIasus, peTHHOOIacTOMa, MyKOBUCIIUI03. B Tpynme ¢ TpaHc-
nokarsamu ipooiack [1I']] oOMena yqacTkaMu MeXITy CIieTyFOLIMMI XPOMOCOMAMHU:
6:11, 6:11, 1:4, 11:22, 13:14, 13:14, 13:14, 4:14, 14:18.

ITpu npoBenenny o0Oce0BaHusI pEPOAYKTUBHOIO CTAaTyCca NAllMEHTOK U UX CyII-
PYTOB BBIPAXEHHBIX HAapYIIEHUH PENpOayKTUBHOIO 310pOBbsl OOHAPYKEHO HE OBLIO.

Metoanbl ucciegoBanusi. Bee nanueHTs! ¢ HaciaeICTBEHHBIMU 3a00JI€BaHUAMU
IIpeBAPUTENIBLHO ObUTH 00CIIeI0BaHbl B MEANKO-TE€HETHUECKUX KOHCYJIbTAIUAX, HA OC-
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HOBAaHMHU TOJIy4E€HHOI'O MEIMKO-T€HETHYECKOT0 3aKJIIOYEHUs C yKa3aHHeM MyTalui
BO BCEX CIIy4asx ObUIO MPOBENEHO MpeaBapuTesibHoe MoaenupoBanue [11/1.

Tlooecomosumenvuwiti 3man k nposeaeHuto [11°J] MOHOreHHBIX 3a00JI€BaHUI BKITIO-
Yaj B ce0st CIeAYIONIHe Iaru:

1. ITon6op MH(pOPMATHBHBIX, CLEIUIEHHBIX ¢ MyTallel OJIMMOP(HBIX MapKepOB.
Uccnenosanus npoounu Ha reHoMHon JIHK poaureneit, sxuBoro 60isHOr0 pedeHka
(wm va JIHK, BBIIEneHHO# M3 OCTaBIIErocst OT Moruomero pedeHka GMoIorn4eckoro
MaTepuaia — MATHa KPOBH, OCTATKH IMyIOBUHBI, BosIockl U T.1.) 1 Ha JJHK poxcren-
HUKOB (€CJT OHH HOCUTENN MYTaIl1H ).

2. Pazpabotka qu3aitHOB mpaiimepoB s aByxpayHanoi [P cucremsr st pabo-
Thl Ha €IMHUYHBIX KJIETKaX.

3. Anpobuposanue paspaboranHoit I1L[P cucteMbl Ha eIMHUYHBIX SIPOCOJEPKa-
HIMX KJIETKAX U3 pa3InYHbIX TKaHEH.

OnucaHHbIe UCCIIeI0BaHUS MPOBOAWIIMCH Ha SAPOCOAEPKAIIMX €IUHUYHBIX KIET-
KaxX KpOBH 00OMX pOJMTENeH, KOTOPbIE COJIeprKaT JTUIIONIHbIA T€HOM U SIBIISIOTCS MO-
JeNsiMH 6J1aCTOMEPOB, Ha KOTOPBIX IIpoBepseTcst paboTa BCeil CUCTEMBI 110I00paHHBIX
IIpaiiMepoB.

ITocne noaTBep K 1eHNS NPABUIBLHOCTH TOJOOPAHHBIX MTPaiiMEpOB U MOATOTOBKY Ce-
MelHBbIX nap nposoaun nporpaMmy KO — MKCH 1o crangapTHON METOJUKE:

1) KOHTpoNMpyeMasi CTUMYJISLUS CYTIEPOBYJISALNH;

2) TpaHCBarvMHajIbHas ITHKIMS (OJUIMKYIIOB MO YIbTPa3BYKOBBIM KOHTPOJIEM O/
BHYTPHUBEHHON aHECTE3UEH;

3) OIUIOAOTBOPEHUE 3pebIX 0OLUTOB 1O cTaHaapTHON Metoanke UKCU, ¢ onen-
KOH OIUIOZIOTBOpPEHUS Ha cleAyronuii 1eHs (uepe3 16—18 yacoB mocie mpoBeaeHus
NKCH) 1 Ky1bTUBUPOBaHHEM HOPMAJILHO OIJIOJJOTBOPEHHBIX OOLIUTOB;

4) Guoricus 6:1aCTOMEPOB BBIIOJIHSIIACH HA 3-H IeHb KyJIbTUBUPOBAHHUS IIPU JI0CTHU-
KEHUH YMOpUOHAMU 6—8 KIIETOYHOM cTajuu mocie GopMUpPOBAHUS OTBEPCTHUS B Oie-
crael o6onouke 3MOproHa ¢ moMouipio 3D Mexanudeckoro xatunHra. Kaxsrii O1a-
CTOMEp TPEXKPAaTHO OTMBIBAIN B CIIELHUAIBHON Cpe/ie U MOMEIIaId B MPOOUPKH JUIs
[1LIP, coneprkamue mu3upyoumi 6ydep. IMOpHOHBI TOC/Ie OMOIICHU KYJIBTUBUPOBAIN
1o oiHOMY B Karuisix 30 MKJI cpefibl o1 cJioeM Macia Ao 5-ro aus. B psie ciyuaeB npo-
BOJIMJIACh OHOIMCUsl TPO(IKTOAEPMBI Ha 5-€ CYTKH KyJIbTHUBUPOBAHUS 3MOpPHOHA, TIOCIIe
4ero ’MOPUOHBI BUTPU(PULINPOBAINCE;

5) HemocpenCTBEHHO NPEeUMILIaHTallMOHHAs TeHeTHYecKas TMarHOCTHKAa METOJI0M
ILIP: crangaprHas aByxpaynasas [P ¢ nocnenyrome pecTpukIuen Wid aieb-Crie-
uduueckoi amIuinpukanuel, wim koimuecTBeHHo-¢GmoopectenTHas [P ¢ ncrnosns-
30BaHUEM OT 3 JI0 5 BBICOKOMH()OPMATUBHBIX TOTUMOPGHBIX MAPKEPOB C 0OEUX CTOPOH,
¢bankupyomUX 1100 MyTaIHIo, TM00 UCCIIeTyEeMBbIH JOKYC;

6) mepeHoc B M0JOCTh MaTKU MPOTECTUPOBAHHBIX SMOPHOHOB, TOCTUTIINX CTAIUU
OJIACTOIMCTHI, HE TOMO3UT'OTHBIX 110 MYTaIHsIM («3I0POBBIX» WM HOCUTENEH ) Wiu 0e3
TECTUPYEMbIX TpaHcioKauui. [lepeHoc 3MOPHOHOB B MOJIOCT MAaTKH BBIIOIHSIIN 110
YJIBTPa3BYKOBBIM KOHTPOJIEM B ACENTHUYECKUX YCIIOBHSX;
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7) ompernesieHue ypOoBHS [B-CyObEIMHHUIIBI XOPUOHHYECKOTO TOPMOHA YeIOBeKa
B CBIBOPOTKE KPOBHU uepe3 14 cyTok nocie nepeHoca SMOPHOHOB € TOCIETYIOIUM YIIbT-
pa3ByKOBBIM HccieoBanueM depe3 10 nHel B ciaydyae MOJydYeHHs MOJIOKUTEIBHOIO
pe3yJbTara.

PesyabTarsl ncciienoBanus. B xone mpoBeeHHON pabOThl BCEro ObLIO BBIMOJ-
HeHo 26 nporpamm DKO-IIT'/]. V 4 nammenToxk (15,4%) oTMedeHO pa3BUTHE CHHAPOMA
THIIEPCTUMYJISIIUY SUYHUKOB | cTenenu.

Bcero B pe3ynbTare NpoBeICHHBIX TPAHCBAMHATIBHBIX ITyHKIUH (OJUIMKYIIOB ObLIO
nosy4eHo 295 oouuros, B cpenHeM 10,4 + 2,9 oouuta Ha nanueHTKy (0T 4 110 26 oo1u-
TOB), U3 KOTOPBIX 3peibiMu Obutn 246 (85,8%), uto B cpennem cocraBuio 9,7 + 2,6
Ha MalMeHTKy. JlereHepaTuBHbIX KJIETOK ObUIO 23, 4TO B Cpe/iHeM OKasaitoch 1,8 Ha ma-
uueHTky. [locne Bemonnenns MKCHU ko3¢ hurmienT HopMaabHOTO OMJIOA0TBOPEHHS CO-
craBui 89,4%, T.€. Bcero ormnogorBopuiics 221 oouut (1o 8,8 Ha MAIMEHTKY).

ITpu oueHke kauecTBa YMOPHOHOB Ha 3 CYTKM Pa3BUTHS MPUTOJHBIMU K OHOTICUM
Obu10 pu3HaHo 194 >MOpHoHa, T.€. ObUT0 OMONTUPOBAHO B cpenHeM 7,8 + 2,3 sMOproHa
HAa 4€JI0BEKa, YTO cOcTaBmIIo 88,2% OT HOPMAJIbHO OILIOJOTBOPEHHBIX 3UTOT.

MoneKysIpHO-T€HeTHUECKHM 3Tall ObUT MPOBEJEH YCIEIIHO BO BCEX CIy4YasiX.
B 8 ciryyasx npousonuio Belnajienue awiens B 1—3 6uonrarax (B cpentem 1,2), B 6 ciy-
Yasx He ObUIO ToNydyeHo curHaia ot 1 g0 5 GmonrtatoB (B cpennem 1,3). Hecmotps
HAa 3TO, Y BCEX MAlMEHTOB OBbLIM MOJIyYEHbI MOJIEKYJSIPHO-TEHETUYECKUE 3aKIIFOUSHNS,
Bcero 1o 143 smOpuonam (B cpeHeM 1o 5,6 SMOpHOHA Ha MAIMEHTa), 4YTO COCTABUIIO
73,7% ot Bcero unciia OMONTHPOBaHHBIX SMOpHOHOB. Hu o/1HOTO Cityyast, B KOTOPOM BCe
SMOpHOHBI ObLIN ObI OOJILHBIMU MJIH BCE 3/J0POBBIMU, OTMEUYEHO HE OBLIO.

Bcero 601bHBIMHY, T.€. TOMO3UTOTHBIMH IIPU ayTOCOMHO-PELIECCUBHOM THIIE Haclie-
JIOBAaHUM WJIM TIPH OOHAPYKEHUH MyTallUK MPU JOMUHAHTHOM THIIE HACJIEJOBaHUH, WU
oOHapy>KeHUH TPaHCIOKALMH, ObUIN MpU3HaHbI 78 3MOpuoHOB (54,5%). Kpome 3toro,
y 31 amOpuona (21,7% oT uncna mpoTecTUPOBAHHBIX YMOPHUOHOB) ObUIHA BBISIBIICHBI
aHeyron iy (0OHapy»xeHb! aHeyrionuu no 13, 16, 18, 21 u nonoBeIM XpomMocoMam),
YTO TAKXKe JIeJIaI0 3TH SMOPHUOHBI HEMPUTOIHBIMHU K IepeHocy. Takum oOpa3oM, Bcero
TeHETUYECKH HETIOJIHOIICHHBIMH ObLIHM paciieHeHbl 96 sMOpuoHOB, T.€. 67,1% ot 143
IIPOTECTUPOBAHHBIX IMOpHOHOB. Ha OCHOBaHMM BBIIEYKa3aHHOI'O C MO3ULIUHU I'€HETH-
YEeCKOr'0 3/I0pOBbsI Pa3peuieHo ObUIO MEPEHOCHTh B MOJIOCTh MaTKu 47 3MOpPHOHOB
(32,9% ot o0miero 4yncina AMarHOCTUPOBAHHBIX IMOPHOHOB).

Heo6x01uM0 0TMETHUTB, 4TO NMEPEHOCH] SMOPHOHOB OCYIIECTBIISUINCH HE BO BCEX
ciydasix, a B 18 u3 26 (69,2%) nposenennsix nporpamm OKO-IIT'/, Tak kak TpeOyemoe
UL TIepeHoca SMOPUOHOB codeTaHHe MOP(HOIOrHUECKOro KauecTBa U OTCYTCTBUSL MyTa-
LUH y IpOTECTUPOBAHHBIX SMOPHOHOB OBLIO TOJBKO y 3TOr0 YMCiIa ManueHToB. Beero
o110 niepeHecero 24 smbpuona (ot 1 1o 3), B cpeanem mo 1,3 + 0,24 smOpuona Ha rie-
peHoc Ha nanyenTta. bepeMeHHOCTh HacTynuia B 7 u3 18 ciryuaes, uro cocrasuiio 38,9%
Ha repeHoc 3MOpHOHOB U 26,9% na Hayateli ukn SKO-III'I. Hu B ogHoM citydae
He ObUIO MHOT'OILIOTHOM OepeMEHHOCTH, HA MOMEHT HAlMCAHUsI CTaThbU HU OHOTO CIIy-
Yasi CHIOHTAHHOT'O NpephIBaHUsl OEPEMEHHOCTH He 3a(hKCHPOBAHO.
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O0cyxneHne MOJy4eHHBIX pe3yJbTaToB. HecMoTps Ha JaHHBIE O HEKOTOPOM
CHIDKEHHMHU 4acToThl HacTyruieHus: 6epemennoctu nocie [1I'C [1, 7], Bemonnenne [T
IIPU TPAHCIOKALMAX MO3BOJISET 3HAUUTEIBHO MOBBICUTh BEPOSTHOCTD BbIHAIIMBAHUS
6epemennocTH [12]. Tak, gacToTra GJIaromnoy4HOro Ucxoaa 6epeMeHHOCTH BBIPOCTA
ot 11,5% npu cnoHTaHHOW G€pEeMEHHOCTH IPU HOCUTENbCTBE TPAHCIOKAIMH OJHUM
U3 mapTHepoB, 10 87% mnocne BomosHeHus 1] (mpu MCKIIOUEHHH WM KOPPEKLUU
JPYTUX BO3MOXKHBIX (DAKTOPOB HEBBIHALIIMBAHUS OepeMeHHOCTH). B Harelt paGote, BBU-
Ty HEeOOJIBIIOro YKcIia HaOMIOICHHUH, CII0XKHO I0CTOBEPHO 3asBJIITh O YACTOTE BBIHAIIIN-
BaHUs OEPEMEHHOCTH, OIHAKO HEOOXOMMO OTMETUTh, YTO HU B OJTHOM CiIydae He ObLIO
OTMEUEHO CIIOHTAHHOTO MPEPhIBaHMsI OEPEMEHHOCTH Ha paHHUX CPOKaXx.

OpHoM 13 OCHOBHBIX TIPOOJIEM, OCITIOXKHSIOIIMX BbIMOIHEHHE mipoTtokonnos 111, —
pe3Koe yMEHbIIEHUE YKciIa YMOPUOHOB B XO/I€ BBIIOJIHEHH JaHHOW IIPOrpaMMBI B pe-
3yJIbTaTe MOCTENIEHHOT0 OTCEUBaHMs IPU OMOICHH, OTYYE€HUN Pe3yJIbTaTOB MOJIEKY-
JISIPHO-T€HETUYECKOTO U SMOPHOJIOrNYecKoro 3TanoB. Tak, B Hameil paboTe nepeHoc
SMOPHOHOB OBLT BBIIOJIHEH TOJBKO B 69,2% ciyuaeB. OHako HEOOXOMMO OTMETHTD,
YTO CpeIHEe YHCIIO MOTYUYEHHBIX Ha MMyHKIMU 00IUTOB (10,4) ObLIO0 TOCTOBEPHO MEHBIIIE
aHajoruyHoro nokazarens rmo nanubiM ESHRE — 13,4 [6]. Tem He MeHee yacToTa Ha-
CTYIUIEHUS] GEPEMEHHOCTH TI0CiIe IepeHoca YMOPHOHOB CTATUCTUUECKH HE Pa3nyaiach
C BEPOSTHOCTbIO OEpPEeMEHHOCTH IO TUM ke JaHHbIM [6]. Takum obpa3om, Kiaccuye-
CKHME€ PEKOMEHIALIMY IIPOBEJCHUSI NHTEHCUBHOM cTUMYJsiny B riporpammax [1I'/] ue sB-
JBTIOTCA aKTyalbHbIMU NpH BbinosiHeHUH [1I'J[ y depTunpHbIX nanueHToB. OTAEIBHO
HEOOXO0JMMO OTMETUTh OTCYTCTBHE MHOTOIJIOJJHBIX O€PEMEHHOCTEH, YTO TAK)XKE MOXKET
OBITH BBI3BAHO HEOOJBIIUM YKCIOM TMepeHOCUMbIX 3MOproHoB (1,3 £ 0,24), mpuuem
OTHOCHUTENIFHO BBICOKasi BEpPOSTHOCTh OepeMenHocTH (38,9% Ha mepeHoc SMOpPHOHOB
u 26,9% na navateii mukin OKO-I1T'/]) cBupeTensCcTByeT 0 JOCTaTOUHOCTH YHCIA Tepe-
HOCHUMBIX SMOpPHOHOB. YKa3aHHBIE JIaHHbIE JIEMOHCTPUPYIOT BO3MOXKHOCTh Oosiee Iia-
JSIILET0 BEJICHUs MAallMeHTKU C COXPAHEHHEM JI0CTaTOYHO BHICOKOW 3(dexkTuBHOCTH
JICUCHMUSL.

BaxxHo ormeruts, yto BeaeactBue pasButus Meroauku I1I'JI mocrossHHO pacuiy-
psieTcs nepedeHb NaTOJIOIUi — MOKAa3aHUM K IIPOBEACHUIO JaHHOM JTUarHoCTUKU. bo-
Jiee TOro, B HacTosilee BpeMs KOHKPETHbIM BU 3a00j1eBaHUs (IIPU IeHETHYECKO MH-
(OpMaTUBHOCTH CEMEWHOM Maphbl) yXKe He ABJIAETCS NPUHIMIHAIBHO BXHBIM IS OIIpe-
neneHust Bo3moxkHoctu nposenenust [T [5, 14]. Cnenyer 3aMeTUTh, UTO OTMEYAETCS
MIOCTENEHHAs CMEHa CIeKTpa 3a0oeBaHuit — noka3anuit 1yt nposenenus [1I'] — ecnu
HEKOTOpOE BpeMsl Ha3a/] caMbIM 4acThIM nokazaHueM K I1I'J] 6611 MyKoBHCIMI03, TO CO-
IIacHo nocnensemy, 10-my, peructpy aanusix o nposeaenuu I1I'J1 mox arunoit EBpo-
nelickoro cooduiecTsa penpoaykuun u smopuosiorun yenoseka (ESHRE), cambiv yac-
ThIM 3200JI€BaHHEM OKazaylach [-TajiacceMusi, a MyKOBHUCIHJIO3 3aHSUI JIMIb 3-€ MECTO
o yactore BoimoiaHenus [1I']] [6]. OnHako B HallleM MCCiIeIOBaHUH Yallle BCTPEYaIKCh
HEBPOJIOTUYECKUE 3a001eBaHus (MUOATPOhHH), 9TO, BO3ZMOXKHO, O0YCIIOBIEHO OTHOCH-
TEeJIbHO HEOOJIbIINM YUCIIOM HAOII0IeHUH.

Bo Bcex cinyyasx 6bu10 BeimosHeno MKCH, koadduiimeHT npaBuiIsHOTO OTLION0-
TBOpeHus coctaBuil 89,4%. 310, HAa JAaHHOM JTalle HaKOIUIEHUs MaTepHualia, HECKOJIbKO
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BhIIIE yKkazaHHoro B padore J.C. Harper (86,4%), Bpouem, 3Ta pa3HUIA CTATUCTUYECKU
HeJocToBepHa [6].

B nameii pabore 6uorncusi SMOPHMOHOB B OCHOBHOM BBITIONHSIACH HA 3-M CyTKH
npoOrneHust SMOPUOHA, JaHHAs MAaHUITYJISIIKS Obuta TipoBenieHa B 88,2% OT uucia moiy-
YeHHbIX 3Urotr. Kpome 3toro, B psje ciydaeB MPOBOAMIN OHOICHIO TPOPIKTOAEPMBI
SMOPHUOHOB, JAOCTUTIINX CTAUU O1acTOIUCTB. OCHOBHBIM NPEUMYIIECTBOM OMOIICHU
SMOpPHOHA, BHIMOJIHEHHON Ha 3-U CyTKU KyJIbTUBHUPOBAHMS, XOTh U OrpaHUYUBAIOIIEH
BO3MOXHOCTH PabOThI MOJIEKYJISIPHBIX T'eHEeTHKOB MaiibiM KonuectBoM JIHK, momyuen-
HOH M3 OJTHOro GacToMepa, SIBJISIETCS] BO3MOXKHOCTh BBITIOJIHEHHS J1aO0paTOPHOro 3Tamna
I1I'’/1 B Teuenue nouru 2 cyTok. buorncus TpodaKToaepMbl TO3BOJISET UCIIOIB30BATh IS
JIMAarHOCTUKH HECKOJIBKO KJIETOK, YTO PE3KO MOBBIIIAET BEPOATHOCTh MOIyUEHUST MOJIe-
KYJIIPHO-T€HETUYECKOT0 3aKJIFOYEHHUS M0 TECTUPYEMOMY 3MOPHUOHY, OJTHAKO CTaBUT
nepesi FeHeTUKOM KpaliHe JKeCTKHE BPEMEHHbIE paMKH, YTO OOBIYHO TpeOyeT KPHOKOH-
cepBalMy SMOpPHOHA U MEPEHOCca €ro B CIEAYIOUIEM MEHCTPYaJbHOM IMKIIE B KPHO-
IIPOTOKOJIE.

Ecnm no manneiM nocnemHero o63opa nanubix [I7[-koHCOpumyMa, cpemHsist Bepo-
ATHOCTb OepeMeHHOCTH cocTaBmiia 29% [6], a mo HamMM JaHHBIM 26,9% Ha HauaThIi
ki OKO-IIT, To, coorBercTBeHHO MaHHBIM Schoolcraft [12], B paboTte koToporo BUT-
puduIHpoBaAINCH BCE IMOPHOHBI 110CIIE OMOIICUM U TIOCIIE MOJIEKYJISIPHO-T€HETUYECKOT O
aHaIM3a EPEHOCWINCH B CIIAYIOLIEM LIUKIIE, BEPOSATHOCTh OEPEMEHHOCTH BO3pacTaja
MoYTH B J1Ba pa3a. bonee Toro, nmpu npoBeaeHun 61orncuu TpohIKTOEPMBI MPAKTUIECKH
rapantupoBaHo obHapyxeHue JJHK B Guonrare, HeoOX0MMOMN ISl BBHITOJTHEHHSI MOJIe-
KyJISIPHO-TEHETUYECKOr'0 3Tarna. YKa3aHHbIe JaHHbIE [T03BOJIIIOT PacCMaTpuBaTh BBIIIOJ-
HeHue Ouorcuu ’MOpPHOHA Ha CTaAUU OJACTOLUCTHI C BUTPU(DUKAIIMEH TECTUPYEMBIX
SMOPHOHOB C HOCJIEIYIOIIM IIEPEHOCOM 3MOPHOHOB B KPHUOIIPOTOKOJIE Kak 3(dheKTus-
HYI0 1 6€301acHy0 pa3HOBUAHOCTH BhimosHeHus [11/].

Heo6xo1Mo0 MOMHUTB U O BO3MOXKHOCTH COYETaHUs B SMOPHOHAX XPOMOCOMHOM
Y MOHOTEHHOM matosioruu. B Hameit padore Bo Bcex cimyuasx [1I'/] qononssiiack mpo-
BegenueM I1I'C, npu stom y 21,7% 5MOpHOHOB (epTUIIBHBIX MAIIMEHTOB OOHAPYKEHbI
aHEYIUIOU/IMH, YTO SIBUWJIOCH OCHOBAHUEM JUIsl YTWIIM3ALUH 3TUX SMOPHOHOB. Y Ka3aHHbIN
BBICOKUH KOA(HUIMEHT MOIOOHBIX SMOPHOHOB CBUIETEIBCTBYET O HEOOXOIMMOCTH BBI-
SIBJIEHUSI KaK MOHOT'€HHOM, Tak M XpOMOCOMHOI1 narosnoruu. LlenecoobpazHocTs moa06-
HOTO TIO/IX0/Ia PACCMATPUBACTCS U B PENAKTOPCKON cTaThe KypHana Reproductive Bio-
medicine Online 2012 r. [6]. B ranHOM 0030pe 00cy»)aaeTcsi BO3MOKHOCTh COBMEIICHHS
II'’JI MOHOTeHHBIX 3a00JIeBaHUI ¥ KOMITApAaTUBHON I'€HOMHON TMOpHIM3alMy Ha MaTe-
puasie, HoJIy4eHHOM IIPU OUOIICUU TPO(IKTOIEPMBI.

Taxum oOpazom, mpeaaraeMple MyTH ONTUMHM3ALUH BeJICHUS (epTUIbHBIX Maly-
€HTOB MOTYT OBbITh C(OPMYJIMPOBAHBI CIIEAYIOIINUM 00pa3oM:

1) mpoBenenue Gonee MAAANIICH CTUMYJISIMA CYTIEPOBYJISINU, TOCTaTOYHON ISt
NOJIy4eHHUsl HEOOJIBIIOT0 YHcIa YMOPUOHOB;

2) BBINOJHEHHE OUOTICUH, TIO MEpe BO3MOKHOCTH, Ha 5-€ CYTKH pa3BUTHS SMOPHO-
Ha C MOJIy4€HHEM HECKOJIBKHUX KJIETOK TPO(PIKTOAEPMBI;
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3) ButpuduKaus Bcex OMONTHPOBAHHBIX YMOPHOHOB;

4) BBINOJIHEHNE PEUMIUIAHTAIIMOHHON IT'€HETHYECKON AMAarHOCTUKA MOHOT'€HHBIX
3a00JIeBaHUH WJIM TPAHCIOKALMK B COUYETAHUU C IMAarHOCTUKON aHEYIUIONINH;

5) mpoBezeHre KPHOTIPOTOKOJIA C IEPEHOCOM B MOJIOCTh MaTKu He OoJiee 2 mportec-
THUPOBaHHBIX 3MOPHOHOB.

Takum o6pazom, npeyiaraeMsiii anroputm nposenenus [117] HacieaCTBEHHBIX 3a-
00JIeBaHUI WM TPAHCJIOKAMK y (DepTUIIbHBIX MALMEHTOB MO3BOJIUT CIEIaTh IPOrpaM-
My DKO-III'/] Gonee ¢pu310a0ruuHOM, BHI3BIBAOIIEH MEHBIITYIO HAPY3Ky Ha MAllUEHTKY
3a CYEeT CHWKEHMS MEIMKAMEHTO3HOH arpeccu, B TO e BPeMsl IOBBICUTh BEPOSTHOCTh
HACTYIUIEHHUs] OepeMeHHOCTH Onaromapsi 6osee MmaisieMy BO3ICHCTBUIO Ha SIMOPHOH,
a Taxxe 6osee 3(pheKTHBHOMY NPOBEICHUIO MOJIEKYIISIPHO-T€HETUYECKOT' 0 3Tara.

JINTEPATYPA

[1] Aleksandrova N.V., Dubova E.A., Doronina O.A., Shchegolev A.1. Analysis of chromosomal
abnormalities and structural changes of placenta with placenta after the use of assisted repro-
ductive technologies // Bulletin of Peoples’ Friendship University of Russia. Series “Medicine.
Obstetrics and Gynecology”. — 2012. — Ne 5. — P. 96—103.

[2] Brown R., Harper J. The clinical benefit and safety of current and future assisted reproductive
technology // Reproductive Biomedicine Online. — 2012. — 25. — P. 108—117.

[3] Editorial. Blastocyst biopsy and preimplantation genetic diagnosis for single gene diseases: a tur-
naround on the horizon? // Reproductive Biomedicine Online. — 2012. — 25. — P. 441—442.

[4] ESHRE PGD Consortium Best Practice guideline for amplification-based preimplantation ge-
netic diagnosis (PGD), Harton GL, De Rycke M, Fiorentino F p. 1, 2010.

[5] Handyside F.Y., Harton G.L., Mariani B et al. Karyomapping: a universal method for genome
wide analisys of genetic disease based on mapping crossovers between parental haplotypes //
J. Med. Genet. — 2009. — Oct 25.

[6] Harper JC, Coonen E., De Rycke M., Harton G. ESHRE PGD Consortium data collection X //
Human Reproduction. — 2010. — Vol. 25. — No. 11. — P. 2685—2707.

[7] Mastenbroek S., Twisk M., van der Veen F., Repping S. Preimplantation genetic screening: a
systematic review and meta-analysis of RCTs // Human Reproduction Update. — 2011. 17, 454.

[8] Radzinski V.E., Orazmuradov A.A. // Early pregnancy. Status praesens. — M., 2009. P. 480.

[9] Radzinskiy V.E., Ordianc L M., Orazmuradov A.A. Women’s consultation — 3-ed. — M.:
GEOTAR-media, 2009.

[10] Reproductive health: Stud. posob. Ed. V.E. Radzinsky. — M.: RUDN, 2011.

[11] Schoolcraft W.B., Fragouli E., Stevens J. Clinical application of comprehensive chromosomal
screening at the blastocyst stage // Fertil. Steril. — 2010. — 94. — P. 1700—1706.

[12] The Practice Committee of the SART and ASRM. Preimplantation genetic testing: a Practice
Committee opinion // Fertility and Sterility. — 2008. — Vol. 90. — Suppl 3, November.

[13] Van de Velde H, De Rycke M, De Man C. The experience of two European preimplantation
genetic diagnosis centres on human leukocyte antigen typing // Hum. Reprod. — 2009. —
24. — P. 732—40.

[14] Quibbai W., Al-Swaid A., Al-Hassan S. First successful application of preimplantation genetic
diagnosis and haplotyping for congenital hyperinsulinism // Reproductive Biomedicine online. —
2011. —22. —P. 72—709.

[15] www.eshre.ew/EHRE/English/Guidelines-Legal/ ART-fact-sheet/page.aspx/1061 2012

103



Bectuux PYIH, cepust Meouyuna, 2013, Ne 5

OPTIMIZATION OF PATIENT MANAGEMENT
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The article presents a study on optimization of patients who showed an preimplantacionnoj genet-
ic diagnosis (PGD), identifying opportunities for expanding the range of indications for PGD, and show
the validity of the PGD have fertile patients.
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