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m PaccmoTpeHBbI coBpeMeHHbIe MOJIEKYJIsIPHbIE MOAX0JbI, HCIOJb3yeMble B MPEHATAIbHONH JHATHOCTHKE HACJIEICTBEH-
HBIX 3200/1eBaHui. O0CYKAAIOTCS NPEHMYIeCTBA M OTPAHHYEHH s MOJIEKY/ISPHBIX METOA0B JTUATHOCTHKH XPOMOCOMHBIX
aHomasuii (K®-IIIP, CGH, 3x30MHO0e CeKBeHHMPOBAaHHe) B CPABHEHUM € TPAAULUOHHBIM KAPHOTUIHMPOBAHUEM IJIOJA.
Oco0oe BHUMaHuUe yaeJeHO n1podieMaM 3¢ (PeKTHBHOCTH ¥ BO3MOKHOCTSIM BHeIPEHHS B COBPEMEHHBII aJITOPUTM IpeHa-
TaJIbHOI JUATHOCTHKHU METO/J0B HEMHBA3HBHOI JUATHOCTHKH FeHHBIX H XPOMOCOMHBIX aHOMAJIHil y moaa. O0cyxaal0T-
cfl aKTyaJbHBIe MPOGJIEeMBI H 3THYECKHE ACHEKTHI JOUMIIJIAHTAHOHHOIH JHATHOCTHKH, 2 TAKIKe MEePCNeKTHBbI MPEKOH-
HeNIMOHHOI0 TeHeTHYeCKOro TeCTHPOBAHUSI.

m KiroueBble cJjioBa: HaciaeICTBEHHBIE 0OJIC3HN; HEMHBAa3UBHAS IIPEHATalbHAS AMaTHOCTUKA; IPEHATaIbHOE KapHOTUIIUPOBA-
uue; KO-ITI[P; matpuyHas cpaBHUTEIbHAS TeHOMHAs THOPUAM3AIINS; TCHETHYECCKAs KapTa PENPOIYKTHBHOTO 3J0POBbS; FEHE-
THUYECKOE TECTUPOBAHUE.

NOVEL OPTIONS IN PRENATAL GENETIC DIAGNOSTIC

© V.S.Baranov, T.V. Kuznetsova
D.O. Ott Research Institute for Obstetrics and Gynecology, Saint Petersburg, Russia

m Modern molecular approaches to prenatal diagnostic of inherited diseases are briefly reviewed. Advantages and limita-
tions of molecular methods for analysis of chromosomal anomalies (QF-PCR, aCGH, NGS) are considered in line with con-
ventional prenatal karyotyping. The special attention is paid to efficacy, limitations and diagnostic options of noninvasive
prenatal genetic testing (NIPT). Some particular problems of its widespread implication into routine clinical practice are
discussed. State of art in preimplantation genetic diagnostics (PGD) and obvious great opportunities of preconceptional
genetic testing are highlighted.

m Key words: inherited disorders; non-invasive prenatal diagnosis; prenatal karyotyping; QF-PCR; array-based comparative

genomic hybridization; genetic card of reproductive health, genetic testing.

BBepeHue

[Ipenaranpras aumarHoctuka (I1J[) — pasmen
MEIMIIMHCKOW TEeHETUKH, HAIlpaBICHHBIH Ha paH-
Hee BBISBJICHHE M NMPO(DUIAKTHKY HACIEICTBEHHBIX
3aboneBanuii (H3) n BpOXKJIEHHBIX OPOKOB pa3BH-
tus (BIIP), B mocneqame Toapl momy4niaa 0COOCHHO
OypHoe pazBuTHe. B 0030pe cymmupoBaHbl Haubo-
nee BakHbIe nocTkeHus [1/], mocturnyTeie 61aro-
Japsi MAPOKOMY BHEIPEHUIO HOBBIX MOJICKYISPHO-
FeHETHYECKUX TEXHOJIOTUH, ITO3BOJISIOIIMX C BEICOKOH
TOYHOCTHIO aHATH3UPOBATh HAPYIIICHUS MUKPOCTPYK-
TYPbI XPOMOCOM, T€HOB U IIPOAYKTOB UX IKCIIPECCHH.
HoBble TexHOIOTrWHU, CYIIECTBEHHO YBEIUYHBIIHEC
BosmoxkHOcTH [1]] u nenaromue ee 6onee r3phexTus-
HOM ¥ 0€301IacHOM, MO3BOJIAIOT 3HAYUTEIBHO CHU3UTD
€CTECTBCHHBIN T€HETUYECKHI TPy3 HACIIEACTBEHHOM
MaTOJIOTHUU B MOMYJISANUU. BMecTe ¢ TeM BHeApeHue
ATHX METOJIOB CO3[aeT ONpeieiiCHHbIE OpTraHu3aIl-
OHHBIE M METOJUYECKHE TPYIHOCTH, JIeaeT Heoo-
XOJIMMBIM BHOCHUTH KOPPEKTHBBI B YCTOSIBIIUICS
3a MHOTO JIET TPaAULIMOHHBIN anroputwm [1/1.

Kak coBMecTHTh OUYEBHIHBIE PEUMYIIIECTBA HO-
BBIX JIMarHOCTHYECKUX METOJOB M IMOAXOI0B C CY-
mecTByromuM anroputMom I1J1? Kak npu stom

HE pacTepATh yXKe HMMEIOIIMICS MOJI0KHUTENbHbIN
OMNBIT Bpayei-akylepoB, T'€HETHKOB, J1a0OpaHTOB,
MPUBBIKIIMX K OINpPENeIeHHOW TIOCIIeq0BaTeNb-
HOCTH JAEWCTBHUI B CIIOKHOM HepapXuUu alropur-
MOB OCHOBHBIX M BCIIOMOTaTelbHbIX ciyx0 [1/?
Kakum o0pazom o0ecneyuTs ONTUMYM BHEIPEHUS
HOBOTO 0€3 OYEeBHJIHBIX IOTEPH MPOBEPEHHOTO BpPE-
MEHEM cTaporo? DTH U Ipyrue npobieMbl, OTpaxa-
OIIME HBOJIIOLMIO MOHATHHI U UAEH B COBpEMEHHOU
[1, OynyT paccMOTpEHBI B 3aKIIOYUTEIBLHON YacTu
0030pa.

OCHOBHBIE COBPEMEHHBIE MOJIEKYIIPHO-T€HETH-
yeckue TexHonoruu B I1J[ BKIitOWarOT: MOJEKYIsp-
HYK JIMaTHOCTHKY XPOMOCOMHBIX Oosezneir (1),
MHUKpPOZEIEIIMOHHBIA aHAN3 C TOMOIIBI0 MHKpO-
yuna (CpaBHUTENbHAs T€HOMHAs TMOpUAM3ALUSI —
array CGH) (2), nouMniaHTallMOHHYIO THAarHOCTHKY
XPOMOCOMHBIX M TeHHBIX OoJie3Hel (3), HeMHBa3UB-
nyio [1JI (HUITJ]) XxpoMOCOMHBIX U TeHHBIX 00je3-
el metonom cekBenupoanus JJHK mioga B kpoBu
MaTepHu (CEKBEHHMPOBAaHUE HOBOTO IMOKOJICHHUS —
NGS) (4), ynpeauTtelbHOE TeHETHUECKOE TECTHPOBa-
nue (YI'T) ans BeIsIBICHUSI MyTaLUi y CyNpYTroOB Mpu
IUTAHUPOBAHUH OepeMEHHOCTH (5).
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1. MonekynsipHasi gnarHocTmka
XPOMOCOMHbIX GonesHen y nnopa

PemarommMm  ycriexoM  MOJIEKYJISIPHO-TEHETH-
yeckoro noaxoaa B I1J] sBHUIICS METON KOTMYECTBEH-
Ho#t ¢umoopecuenTHOU TP (K®-IIL[P), mo3Bomns-
IOIIUNA PE3KO MOBBICUTH MPOU3BOAUTENBHOCTH [1J]
HamOoJiee YacThIX XPOMOCOMHBIX 0OoJe3Hell (Tpu-
comuu no xpomocomam 21, 13, 18, uncnenusie Ha-
PYLIEHHUS] TOHOCOM), Ha JIOMIO0 KOTOPBIX MPHUXOIUTCS
cBele 95% Bcell XpOMOCOMHOM MaToJIOTHH Yy HO-
BOpPOXICHHBIX. J{MarHOCTHKa BO3MOXKHA Ha JIOOOM
CpOKe OEpeMEHHOCTH M MPAaKTUYEeCKH Ha JTI000M
MaTepualie IJIOAA, MOJyYEHHOM IpPU HHBA3UBHBIX
BMentarenbeTBax. Ceksenarop ABI 3100, xoTtopsrit
yalle BCero UCIoIb3yeTcs AJIs 3TUX LEeNIeH, T03BOJIs-
eT aHaJIM3upoBaTh 12—16 00pa3LoB B JCHb U MOIY-
4aTh Pe3yJbTaThl yKE Ha CIEAYIOLINE CYTKH. BaxHo,
YTO CKOPOCTB aHaJIM3a MO3BOJISIET UCIOIb30BATh Me-
tox K®-IIIP mns nmonyuenus uHdopmanuu o pac-
MIPOCTPaHEHHBIX XPOMOCOMHBIX aHOMAJIMSX y TUI0Ja
B 1103/1HUE Cpoku OepemenHocTH [ 10]. laHHbII MeTo
BHenpeH B I1/] namero unctutyta eme B 2008 r. [2].
B nameit mabopatopru 5TUM METOJIOM y3Ke IIpoBee-
HO okono 2000 1[I, u moutu B 100 cinyuasx y mio-
0B OBUTM BBISIBJICHBI XPOMOCOMHBIE HAapyIICHHS.
Bricokne mNpOM3BOAUTENBHOCT U UYyBCTBUTEIb-
HOCTb, PyTHHHOE HCIIOJIb30BaHUE JUI aHAJINU3a Kile-
TOK aMHHUOTHYECKOH KUAKOCTH, & IPU HEOOXOJUMO-
CTH — JIIOOBIX KJIETOK IJIO/Ia, OTHOCUTEIBHO HU3Kas
ce0eCTOMMOCTb 110 CPAaBHEHHUIO CO CTAaHJAPTHBIM Ka-
PUOTHIIMPOBAHUEM HE OCTABIISIIOT COMHEHUS B HEOO-
XOIIMMOCTH €r0 IUPOKOro ucnosb3oBanus B [1/1.

3a nociegHNe HECKOJIBKO JIET METO/] MOy YHIT LITH-
POKOe pacrpocTpaHeHHe Oarogapsi HOSBICHHUIO OTe-
YEeCTBEHHBIX KOMMEPUYECKUX HA0OPOB, HEOOXOIUMBIX
JUTSL MOJIEKYJIIPHOTO MapKUPOBaHMsI aHAJIU3HPYEMBIX
xpoMocoM. OpUruHagbHbIe HA0OPHI HA COOTBETCTBY-
IOLIHMe TTOJIMMOP(QHBIEC JOKYChl pa3pabOTaHbl TaKKe
u B Hatei naboparopuu [5]. CoracHo HalIeMy OIbI-
Ty, Ha KaOKIYI0 aHAIU3UPYEMYIO XPOMOCOMY BaK-
HO WMETh HaOOpBI ONUTONpaiMEpoB, JOCTATOYHBIX
JUIs aHanu3a He MeHee 5—6 MOoJMMOP(QHBIX CaiTOB,
YTO OOBIYHO TapaHTUPYET HHPOPMATUBHOCTh TECTA.
OnHako B HEKOTOPBIX CIyYasx BCE MOJUMOpP(HBIC
aJJIeId TOMOJIOTHYHBIX XPOMOCOM MOTYT OKa3aTbCs
OJIMHAKOBBIMHU, YTO JAEJaeT MX HEWH(POPMATHBHBI-
MU U 3aTpyAHseT AuarHoctuky merogom KO-TIIIP.
JpyrumM oclIoKHEHUEM SIBISIFOTCS. HEOObIUHBIC BapH-
aHTBI (JJIETIM) MapKepHOTo JIOKyca, Hau4nue KOTO-
PBIX TpeOyeT AONOIHUTEIBHOTO UCCIICA0BaHNS TEHO-
MOB poauteneld. TpyTHOCTH TUAarHOCTUKH KacaroTcs
TaK)Ke YUCIIEHHBIX HapyIIEHUH MOJIOBBIX XPOMOCOM
1 XpOMOCOMHOTO MO3aHuIIU3Ma.

Takum o00pazoM, HECMOTpS Ha KaXyIIylo-
cs mpoctoTy, aHanu3 metogoM KO-IILP. momxen
BBITIOJHATHCA  CINELUATINCTOM, MMEIOIIUM HaBBIK

B MOJIEKYJSIPHO-TEHETUYECKUX  HCCIIEIOBaHUAX.
VY4uThIBasi CENEKTUBHOCTh TECTa, CIEIYeT TaKxkKe
MTOMHUTB, YTO OH HE 3aMEHSET CTaHJapTHOTO KapHo-
TUIUPOBAHMS MJI0/ia, MO3BOJISAIOLIETO BBIIBUTH aHO-
MaJIM¥ YMCIIa U CTPYKTYPBI BCEX XPOMOCOM Habopa.
B aT01i cBsI3M MBI cuMTaeM Ooliee onpaBIaHHbIM MIPH-
MEHEHHE JaHHOIO TecTa B TpYIIE PUCKA KEHIIUH
C U3MEHEHHBIMH MTOKA3aTeIsIMU CBIBOPOTOYHBIX Map-
KepHbIX OenkoB [1], a mpu Hammumm Y3-MapKepoB
MIPE/IIIOYUTAEM HCTIONIb30BAHUE CTAH/IAPTHOIO Kapuo-
TUITUPOBAHMSL.

Bmecte ¢ TeMm, comlacHO pPEKOMEHJAIMSIM
EBporneiickoro nurtoreHerndeckoro oodmectra [12]
BO3MOXHO Hcrnonb3zoBaHue Meroma KO-IILIP u mpu
HaIM4YuM Y3-MapKepoB XPOMOCOMHOM TMaTOJIOTHH
y miIoja.

2. CpaBHUTeNbHasg reHoMHas rMbpuamnsaumns
(CIT) — meTop, array CGH

Merto/l MO3BOJIIET CKAaHMPOBATh BECh 'E€HOM 4Ye-
JIOBEKa C IMOMOIIBI0 KOpOTKUX MapkepHbix JIHK-mo-
ClleJOBaTeIbHOCTE N (MUKPOMATPHII ), PACTIONOKEHHBIX
BTCHOME B HETIOCPEACTBEHHOM OJIM30CTH APYT OT APY-
ra. neHTudukanus STHX MUKPOMATPHIL C TTOMOIIBIO
CHEIMAIBHOTO CKaHepa MO3BOJISIET YEeTKO YJaBIU-
BaTh HE TOJBKO KPYITHBIE XPOMOCOMHEIE a0eppari,
HO U MeEJKHE, CyOMHUKPOCKONMYECKUE HApPYyIICHHUS
(uHAensl), HEBUANMBIE TP MUKPOCKOITUYECKOM aHa-
muze [4, 20, 21, 25]. MeToa Harien mupokoe mpuMe-
HEHHE ISl WACHTH()UKANH MapKePHBIX XPOMOCOM,
onpenenenust [JHK-nocinenoBarenbHOCTEH B TOUKaxX
pa3pbiBa IpU XPOMOCOMHBIX IepecTpOoiKax, BBIIB-
JIeHNs1 HecOalaHCUPOBAHHBIX XPOMOCOMHBIX Tepe-
CTpPOEK, a TAKXKe YUCJIa U PacTIONIOKEHHsI B TEHOME Ba-
peupyromux no anuxe JIHK-nmocnenoBarensHOCTEH,
tak HaszpiBaeMbix CNV (copy number variations),
UTPAIOIINX BAXKHYIO POJIb B TATOJIOTMU YeJoBe-
Ka. BaxHyto ponb numeer maHHblil meton u amns 11J1
[21]. bnaromaps metony CIT cranoBuTCs A0CTyTI-
HOM JIMarHOCTHKa MHOTOYMCIEHHBIX MHKpOJIENeH-
OHHBIX CHHJIPOMOB, TMOBBIMACTCS 3(P(HEKTUBHOCTD
JIUAaTHOCTHKH XPOMOCOMHOIO Mo3auiu3Ma. B mo-
CJIEJIHUE TOJbI, 0OCOOEHHO B 3apyOCKHBIX LEHTpax
[1/1, meTox 3aBOEBasl 0COOCHHO OOJIBIIYIO TIOMYJISIP-
HOCTb, TIOCKOJIBKY €r0 NMpPUMEHEHHE MO03BOJIET I0-
BeIcUTH 3 dexruBrocTs [1/] B cpennem Ha 2-3 % [9].
AMepHKaHCKast acCOLMalUs aKyIIepOoB-THHEKOIOTOB
pexomenioBana (2013) nmpumensats metoq CGH nms
aHanM3a BcexX MmiofoB ¢ Y3M-mapkepamu Impu oT-
CYTCTBUM BHJIMMBIX HapyleHuid kapuortumna [10].
PaccmarpuBaercs uenecooopasuocts CIT mipu 00-
CJIeZIOBaHNH OECIUIOHBIX CYPYKECKHX TIap, a TAKXKe
B Clly4ae CHOHTaHHBIX abopToB [8]. CornacHo MHe-
HUIO BeAylUX crieuranuctos 1o 171, o3ByueHHOMY
B utoHe 2012 1. Ha 16-ii MexnyHapoiHON KOH(pepeH-
LMK 110 MPEHATAIIbHOW JuarHocTuke B I. Mailamu
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(CIIA) meton CGH yxe B Onuxaifiiiue Tojsl mod-
HOCTBIO 3aMEHUT CTaHJIAPTHOE KapHUOTHUIIMPOBAHHE
B I1J[ xpoMocoMHBIX Gone3Helt. OHaKO TTOKa ATOTO
He npou3onuio. boiee Toro, mo MHOTMM CBOMM Tiapa-
Metrpam Metog CGH ycTynaer MeTony NMoJIHOr€HOM-
HOTO CEKBEHHUPOBaHUSI.

Henocrarkamu metoga CGH siBnsitotest ero cpas-
HHUTEJIBHO BBICOKAsg CTOMMOCTb M CJIOKHOCTH HH-
Teprperanuu pe3yasratoB. llocnennee craHOBUTCS
O0COOCHHO OYEBHIHBIM TIPU BBISBICHUH Yy TUIONA MU-
KpOHAPYIICHHI, OTCYTCTBYIOIINX Y €r0 POIUTEIICH.
Hanwuue B ”HTEpHETE COOTBETCTBYIOIIUX IIPOTPaAMM
u nHpopmanmoHHbIx 0a3 manueix (DECIPHER [13],
DGV [11]) B 3HaunTenbHON Mepe, XOTS U HE BO BCEX
CIIy4asx, IOMOTaeT PEUIUTh ITH MPOOIEMBI.

3. p,OI/IMnﬂaHTaLI,I/IOHHaSI ANarHoCTukKa
XPOMOCOMHbIX N TeHHbIX GonesHen

Jowumriuiantanmonnas auarunoctuka (/1) xpomo-
coMHbIX HapyueHui! meronom FISH na enquHUYHBIX
M30JIMPOBAHHBIX KIIETKaX MPOBOAUTCS Yyxe Oolee
20 ner. Ceronus JI/I mmpoko npuMeHsieTcss B MHOTO-
YUCJICHHBIX KOMMEPUYECKUX KIMHUKAaX BCIIOMOTraTeb-
HBIX PENpOayKTHUBHBIX TexHonoruii B PO. Ha enu-
HUYHBIX Onactomepax JpoOsiierocss 3MOpHOHA,
TIOJISIPHBIX TEJIbIIAX MITH KIIETKaX TpogoodiacTa Ha cTa-
JIH OJ1aCTOLUCTHI ¢ yerexoM nposoautcs 1)1 Han6o-
JIee 4aCThIX XPOMOCOMHBIX U MOHOT€HHBIX OOJIC3HEH.
BaxxHoe npenmMy1iecTBO Takol JUArHOCTUKUA — HUC-
KITFOYCHUE HACJICCTBEHHOW IMaTOJIOTHH Y dMOpHOHA
emie 70 MMIUIaHTanuu. Ee HepocTarku — OobIIue
TPY[I03aTPaThl, BEICOKAsi CTOMMOCTh, HEOOXOTUMOCTh
JKcTpakopnopaisHoro omaogorsopenus (9KO).
BwmecTe ¢ TeM OHa JaeT YHUKaJIbHYI0 BO3MOXXHOCTD
CEMbsSIM BBICOKOTO PUCKA, B TOM YHCJIE OCCIIONHBIM
CYINPYXECKUM MapaM, UMETh 370POBOE MOTOMCTBO.
B nosi6pe 2014 r. BepBeie B Poccun B HaieMm WH-
cturyte ObLTa mpoBeneHa [1J] Tshkenoro 3abosneBa-
HUSI — CIHUHAIBHOW MBIIIEYHON arpodun (Oone3HH
Bepnuura—Toddmana), 3aBepuruBIascs: poxxacHueM
3n0poBoro pedenka. Ciieayer, 0JHaKo, MOTYEPKHYTh,
4TO B cHITy cBoeil crienuuku JI /] HUKOTIa HE CTaHeT
MaccoBOM M HuUKoraa He 3ameHut 11/l Ha moctum-
IJIAHTALIMOHHBIX CTaIUAX pa3Butus [1].

Bwmecrte ¢ TeM B mocieqHue roJipl OTMEYEH HOBBIN
MOABEM MHTEPECAa YUYEHbIX U creunanuctos BPT
k /1. OH oOycrnoBiieH 1o KpaiiHeil Mepe IByMS Bax-
HBIMH 00CTOSITEIHCTBAMU: HOBBIMU BO3MOXKHOCTSIMHU
CEKBECHUPOBAHUS HYKJICOTUAHOU MOCIEI0BATEIBHO-
ctu JJHK oxHol KIeTKU U MepCcreKTUBaMH UCIIONb-
30BaHUSI HOBBIX TEXHOJIOTHI 1J11 KOPPEKLIUU HACIIE -
CTBEHHBIX HapyLICHUI '€éHOMAa B raMeTax U paHHHUX
3apOobIIIax.

[TepBoe 3k30MHOE (KIMHUYECKOE) CEKBEHUPOBA-
HUE KOIUPYIOIIEH YaCcTH FeHOMa B OJIHON KIIETKE 3a-
pOIbIIIa YeIOBEKa, MO3BOJISIONICE BBHIIBUTH T€HHBIC

MyTallid MHOTHX HAacJeJCTBEHHBIX 3a00JeBaHMIA,
obu10 ocymectsieno B 2012 1. [17]. Yxke B cie-
JOYIOLIEM TOAY MOSBUIIOCH COOOILEHHE O POXKICHUN
B Oxcdopae (BenukoOpuranus) mepBoro peOeHka,
TEHOM M3 OJHOTO OiacToMepa KOTOpOro ObUI Mpo-
CEKBEHHPOBAH Ha HAJIMYME T€HHBIX U XPOMOCOMHBIX
MyTalui, B TOM YHCIIe MyTallui MUTOXOHJPHUATbHBIX
reHoB. IIpu 3TOM aBTOpBI HMCHOIB30BAIN YCKOpPEH-
HBI BapuaHT — TaK Ha3bIBA€MOE TAPIE€THOE CEKBe-
HUPOBaHHUE, KOTOPOE MO3BOJIMIIO MOITYYUTh PE3yib-
TaThl yxke uepe3 16 vacos. [locie TpaHciuiaHTauu
B MaTKy POJIUIICS 37I0POBBIN PEOCHOK 0e3 KaKoH-1100
HacJeICTBeHHOM nartonoruu [26]. [To MHEHUIO aBTO-
poB, mist noBbimeHus 3¢dexkruBHoctn BPT mertox
MOKET OBITh PEKOMEHJIOBaH JIsi IPOBEPKH Ha XPO-
MOCOMHBIE M TE€HHBIE MYTallMd BCEX SMOPHOHOB
nepes] TpaHcIulaHTalue B Matky. C 3Toi ke Lelbio
paspabarbiBaeTCss BapHaHT IOJHOTEHOMHOTO CEK-
BEHUPOBaHMs MOJSIPHBIX TEJEll, OOIUTOB U OJHOIO
Onactomepa OT 8-KJIETOYHOTO 3apOJIbIIIA.

He menee BrieuaTiisieT NEpBBI ONBIT KOPPEKLIUU
HACJIE/ICTBEHHBIX HApyHIEHUH HEMOCpPeICTBEH-
HO B oomurax W 3urore. Tak, 3 despans 2015 r.
NPaBUTENLCTBO BenukoOpuTaHUKM OZOOPHIO TpeX-
pomutensckoe OKO, HampaBieHHOE Ha JIedeHHE
Oecrutonus y JKEHIIMH C MUTOXOHJAPHAJIbHBIMU 00-
JIE3HSAMH, MPU KOTOPOM JUIsl MOJY4YEHHs] MOTOMCTBA
HCIOJIb3YeTCsl MaTepHuall AByX SHIEKIETOK U OAHOIO
criepmaro3onna [24]. Meron BKIIOYaeT BBEACHHE
B OOIHT OOJILHON YKEHIIMHBI YaCTh OOTUIA3MBbI OOLIH-
Ta 3J0POBOM KEHIUHBI. TaKuM CII0COOOM B OOIIHUTE-
pEeUMITMeHTe BOCCTaHABIMBAeTCsS HaOOp HOpMallb-
HBIX MHTOXOHJIPUH, YTO MOBKIMIACT 3((HEKTUBHOCTD
OIJIONOTBOPEHHSI M JAPOOJCHUS TaKWX OOIMTOB.
Eme Gonee GaHTaCTUYHO BBINIAAAT SKCIEPUMEHTHI
M0 HaNpaBIEHHON KOPPEKIMHU («PEeTaKTHPOBAHUIO)
TreHoMa, KOTOpbIe B HAcCTOsIIee BPeMs IIHPOKO IMpo-
BOJISAITCS B OKCIIEPUMEHTAX Ha KJIETOYHBIX KYJIBTYpax.
g aToro paspaboraHa crienuanbHas U JIOBOJIBHO
ciaoxnasg texHojoruss CRISP-Cas9, mo3Bossionias
OCYIIECTBIISATh HAalIPaBJIEHHbIE 3aMEHbI HYKJIEOTH/IOB
B 33/IaHHBIE JIOKYChI T€HOMa, U TaKHUM 00pa3oM Kop-
PEeKTHUPOBaTh MyTaHTHBIE T€HBI. MEeTO/l aKTUBHO HC-
MIBITBIBAETCS B DKCIIEPUMEHTaX IO FeHHOM Tepamnuu
Ha KJIETOYHBIX KyJIbTypax M J1a0OpaTOPHBIX KUBOT-
HbIX. OJTHaKO ero npakTHYecKkoe MPpUMEeHEeHNe Ha Je-
JIOBEKE Ka)KeTCsl BecbMa IPOOJIEMAaTUYHBIM B CBSI3U
C BO3MOKHOW OMAcHOCThIO BO3HUKHOBEHUS HETIpe/I-
BUJICHHBIX HapyIlIeHU reHoma, KOTOpble MOTYT Ha-
CJIEJIOBAThCSl B HECKOJIBKHUX ITOKOJEHHUAX. AJIBSHC
Bpadeil 110 PEreHEepalMOHHON MEJULMHE BbICKA3all
Cepbe3HbIE OMACEHUS B CBSI3U C OTKPBIBIIMMHUCS BO3-
MOYHOCTSIMH ~«PEIaKTUPOBaTh» TEHOM YeloBeKa
Ha YpOBHE TaMeT W JApodsmmxcs 3MOpuoHoB [18].
Takum ob6pazom, ycnexu JIHK-texnomoruii, mpe-
e Bcero ceksennpoBanus JJHK, okazanu Gombioe
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BrusiHUE Ha [IJ] TeHHBIX 1 XpPOMOCOMHBIX OOJIe3HEH.
EcTh Bce ocHOBaHUWS cyHMTaTh, 4TO TI0O MEPE COBEP-
[ICHCTBOBAHMSI Y, TJIABHOE, Y/ICIICBICHUS dTHUX TeX-
HOJIOTUH OHU CTaHYT OCHOBHBIMH.

4. HenHBa3usHas N[} XpOMOCOMHbIX
M reHHbIX 6onesHen (HANA)

Habmonaemsiii B mocneaane 10 et yaIuBUTENb-
HBII mporpecc TexHosoruu cexkBenupoBanust JHK
MTO3BOJIMJI B MMJUIMOHBI pa3 CHU3UTB €T0 LIEHY, C/ICIaB
CTOMMOCTb CEKBEHHPOBAHMSI BCETO T'eHOMA YeJIOBEKa
$1000, a Bpemst aHaTM3a COKPATUTH 710 HECKOIBKHUX
cyrok [19]. EcrecTBeHHBIM HMTOIOM Takoro Ipo-
rpecca sBuiach pazpaborka HUII/] xpoMoCOMHBIX,
a B HacTosiIIee BpeMs M TeHHbIX OoNe3Hel y mioza,
OCHOBaHHasl Ha aHAJIM3€ MUKPOKOJIMYECTB CBOOOA-
noii JIHK mnona B kpoBu Oepemennoii. [lokaszano,
yto Takas JIHK, mpoucxozsimas u3 kiaetok tpodo-
Ornacra, MOABISIETCS B KPOBH € S5-i Henenu OepeMeH-
HOCTH, a nocye 9—10-i Hexenn ee KOIUYECTBA yiKE
nocrarouno ais HUTI.

[lepBoie ynaunsie pesynsrarst HUIIJ Obiu mo-
ny4eHsl kuTaiickum ydenbsiM [Tutepom Jlo B 2006 1.
Bckope meron ObLT paauKanbHO YCOBEPIICHCTBO-
BaH WU CTall aKTUBHO NPHUMEHATHCA HECKOJIBKUMH
BEIYIIUMHU LEHTPaMH MOJIEKYISIPHONH TUarHOCTH-
ku CHIA (Sequenom, Natera, Verinata, Ariosa).
Ve B HOostOpe 2011 1. MeTon monmy4ni opUIHaIbHYIO
NoJAEPkKKY MeXayHapoAHON accolMaluy Mo Ipe-
HatanpHOU nuarHoctuke (CLHA) m cram mumpoko
ucronbs3oBarhes BHauvane s 1] Gomesnm [layHa
(Tpucomunu 21), a 3aTeM [uisl TPUCOMUI IO JPYTHM
aytocomaMm (18, 13) u HapylmeHHH YKCIa MOJIOBBIX
xpomocoM [6]. [locie psina ycoBeplIeHCTBOBaHUH,
MIPEX/Ie BCETO 3a CUET YBEIMYEHHUs UYUCIIa MpouTe-
HUIl TeHoMma (pHUIOB), METOJ CTal HPUMEHSTHCS
W A8 JHAarHOCTHUKM MHKPOXPOMOCOMHBIX Iiepe-
CTPOEK, MPEeXkae BCEro MHUKPOJECIECIHOHHBIX CHH-
apomoB (cuaapom llpagepa Bumnmu, Anrenbmana,
Ju Jxopmoxu u ap.).

B 2014 r. HUIIJ] 6bl1a mpoBeaeHa MOYTH Yy T1O-
nymuuinona o6epemennbix sxkeniuH CLIA, u Oomnee
yem 200 TbIc. xeHuuH Kuras. [Ipu s3Tom B cTpanax
3amagHoi EBpOIBI X 4KCII0 HE PEBBICUIIO HECKOIIb-
kux Thicay [23], a B Poccuu enBa nm AOCTULIIO
1000. Takas aucmpomopLusi OOBSICHACTCS, MPEXkKIe
BCEro, 3HayurTenbHO Oosiee mpoxsuHyTod B CLLA
n Kwurae texnonorueit JIHK-cexBeHupoBanus
1o cpaBHeHuro ¢ Esponoit. HUII oka3anacek npen-
MeTOM OONBLIOro OM3HEca, €€ MOTEHIUATbHBIA PhI-
HOK OLIEHMBAETCs Ha ypOBHE OKoJo 1 Mipz 6epeMeH-
HBIX JKEHIIMH B TOI.

[IpusHaBas BbICOKYIO 3(P(EeKTUBHOCTH U OO0Jb-
myr uyscreurensHocTs HUIIJ, cnenyer orme-
TUTh U CEPbE3HbIE OTPaHUUYEHUs, CBS3aHHBIE C €€
MIPUMEHEHUEM:

1. CpaBHUTENBHO BBICOKAsl YaCTOTa HEYNAYHBIX I10-
neitok HUIIM (1,4-5,4%), BbI3BaHHAs HU3KHM
coxepkanueM JJHK miona B kpoBu OepeMeHHOI,
0COOCHHO Yy TYYHBIX JKCHUIMH (U1 yCIIEIIHON
HUITJ conmepxanne ¢eranpuoit JJHK nomxHo
cocraBisTh He MeHee 4 % ot Bcelt JIHK B chiBo-
POTKE KpOBH OEpEMEHHOM JKEHIIUHBI).

2. Ilpu pucke xpomocomMHOl maronoruu (Oone3Hn
Hayna) 1/100, onpeaeneHHOM Npu KOMOWHH-
poBanHOM  (Y3+MapkepHble  CHIBOPOTOYHBIC
oenku) ckpununre (KC) wacrora J0KHO-IOJIO-
JKUTENBHBIX pe3ynbraroB npu HUII cocraBus-
eT okoJio 1/6.

3. Cepsesnble cnoxnoctu HUIIJ] Bo3HukaroT npu
MO3aHuIM3Me XPOMOCOM Yy MaTepH UM TUI01a, IPH
JBOW{HE, KPOBHOPOICTBEHHOM Opake, JIOKHOM
OTLIOBCTBE.

4. OTCyTCTBYIOT CTaHJapTHbIE METOJMYECKHE pe-
KOMEHJALlNU, DPErJIaMEHTUPYIOLINE IPOBEACHHE
TeCTa M aHaJIM3 €T0 Pe3yJbTaTOB.

5. 3HayMTeNbHBIM MPEMATCTBHEM, 0cOOeHHO B Poc-
CHUH, SIBJIIETCS W OTHOCUTEIBHO BBICOKAsl CTOM-
mocts HUTIJT (oxomo $ 1500 B8 2012 1).

6. Otmeueno, uro npumenenne HUII/] Benet k yBe-
JMYSHHIO YUCIIA TPEePhIBAaHUN OEPEMEHHOCTH MPH
BBISIBJIGHUM TIaTOJIOTHM, HE TMPEeACTaBIAIONIeH
Cepbe3HON yrpo3bl I KU3HU TOCIE POKICHUS
pebeHka.

B 2012 r. MexayHapoaHoit acconmaryeii o npe-
HaTaJlbHOW JHArHOCTHKE OBbUIM C(HOPMYIHPOBAHBI
CIIEyIOIMe PEKOMEHIANN ISl Bpauel-TeHEeTHKOB,
KOHCYJIBTUPYIOIINX OEpEMEHHBIX 10 BOIIPOCAM Ipe-
HaTaJIbHOM JUArHOCTHUKU:

* IIpM HAJIMYKMU TO3UTHBHBIX pe3ynsraroB HUII]
HaNpaB/ATh JKEHIIMHY Ha WHBAa3MBHYIO JHar-
HOCTHKY;

* TpHU OTPULIATETILHOM pe3ylbTare yKa3aTb, YTO
HMUII]J] He cHUMaeT pUCKHU APYTUX 3a00JIeBaHUM;

e HanoMHuUTh, yTo HUIIJI siBsieTcqa HE qUArHOCTHU-
YECKUM, a, CKOpee, CKPUHHUPYIOLUM TECTOM;

* TIpU OTKa3e KJIMEeHTa OT MHBAa3MBHOM JMarHOCTH-
ku nociie nposeaenus HUITJL momyuuts oOpaserr
KPOBH Yy HOBOPOKJAEHHOTO JJIsi KapUOTHUIIUPOBA-
nust i CGH;

* TPEJOCTaBUTh COBPEMEHHYIO B3BEIICHHYIO HH-
(dopmanuio 0 MepCcreKTUBax pa3BUTHS H 310pPO-
Bbe pebenka ¢ 6omne3nbio [layHa.

Omnpoc Bpaueii B 10 OONBIIMX METUIIUHCKUX IICH-
Tpax CILA noxkazan, uto 79 % pecrnoHIeHTOB MOJ-
JepxuBatoT ucnonb3zoBanue HUII/ qist ckpununra
cuaapoma [layna, a 48% maxke CUMTAIOT, YTO JTOT
METOJI MOXET TOJIHOCThIO 3aMeHUTh BCro [1J] [6].

[Ipobnemsr I1JI, cBsA3aHHBIE C BHEIPCHHEM
B mnpaktuky HUIIJ], Oblmum HemaBHO MOAPOOHO
pPacCMOTPEHBI Ha OuYepeNHOH, S5-i KOH(EepeHIUn
MAIIJA B bpucbene (ABctpanusi). Tam Obuin
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chopmMynupoBaHKI CIIeyIONINE BOMIPOCHI, OMpee-

JISFOIINE CTPATETHIO allbHEHWINero pa3BUTHS BCEH

cy k0wt T1/1:

e Cramer nmm ananu3 cBooomuoit JHK mmioma
B KPOBH OEPEMEHHOI OCHOBHBIM METOIOM CKpH-
HUHTa XPOMOCOMHBIX Oosie3Heid B | Tpumectpe
OepeMeHHOCTH?

e Coxpanarca mu B [IJ] pyTHHHBII aMHHOLEH-
T€3 W MOJIEKYIISIPHOE KapUOTHUIIMPOBAHUE KaK
aNbTEepHATHBA HEWHBA3UBHOW  TpEHATAILHOW
UarHoCcTUuKe?

* (OOecrieyaT 1M TCHOMHBIE WU IPOTESOMHBIC
TEXHOJIOTUU SPPEKTUBHYIO NPOPHUIAKTUKY 0O-
Je3Hel y Tuiofla ¥ HeOJArONpUsTHBIX HCXOJOB
OepemMeHHOCTH?

* byzer i1 BceM OepeMeHHBIM TIpe/yIarathCs yIpe-
IUTeNnbHOe TeHeTtudeckoe tectupoBanue (YI'T)
COOCTBEHHOT'O TeHOMa ISl IPOPHUIAKTHKH BPOXK-
JIEHHBIX aHOMAJINH I1oaa?

Bo3MoxHBIE OTBETBI Ha 3TU BONPOCHI C YYETOM
OTIpeIesIeHHON crienn(uKu 1 0COOCHHOCTEH CITyX-
ool I1J] B P® OynyT naHsl B 3aKJIIOYATEIILHON YacTu
o0030pa. OTMETUM TOJBKO, YTO, COMIIACHO 0000-
LICHHBIM COBPEMEHHBIM JaHHBIM, 1 MHEHHUIO BENy-
mMX cnenuanuctoB B obmactu I1/] B mupe, Takux
kak K. Huxonaupec, I'. Kakkn, E. busnuu u np.,
HecMoTpda Ha To yro HUIT/ peansho B 10 pa3 uys-
CTBUTENbHEW cTaHgapTHOro Oomoxumuyeckoro (BC)
u gaxe xomOuHuposanHoro ckpununra (KC), tecrt
HE TOTOB 3aMeHHUTb MHBazuBHYyIO I1J] n Tpazuuu-
OHHOE KapHOTHUIIUpOBaHKE. B HacTosiee BpeMs oH
JIOJDKEH PaccMaTpHUBAThHCS KaK MEPBUYHBIA CKPUHU-
PYIOLIMI TECT HAa HaJM4YWE AaHEYIUIOMIUHU Y TIoAa
[6, 19]. HUII/ Ttonbko momonusier KC, u mpu ero
MO3UTHUBHBIX pPE3yJbTaTax ClIeAyeT PEKOMEHIOBAaTh
MOATBEPKIAIOIIYIO JUarHOCTUKY UHBa3UBHBIMH Me-
Tonamu [ 14].

5. YnpegurtenbHoe (NpeKoHUEeNnuUoOHHOE)
reHeTn4eckoe teCtupoBaHue
[IpexkonnenunonHas npoQHUIAKTHKA SBISETCS
OJJHUM U3 JIEHCTBEHHBIX M JaBHO HCIIOJIB3yEMbIX
B MEIMLMHCKON T€HETHUKE IOAXO/0B [UIs CHHKe-
HUSI TEHETHYECKOTO Ipy3a, 00yCIOBICHHOTO T€HHbI-
MU U XpOMOCOMHbIME Oone3nsmu [1]. BHeapenue
B IPEHATaJbHYI0 JIUarHOCTHKY MOJIEKYJSpHO-
FEHETUYECKUX TECTOB CYLIECTBEHHO PaCIIHPHIIO
BO3MOJKHOCTH IPEKOHUETIMOHHON MPOQUIAKTHKH.
B 2006 ., cymmupoBaB oyt 20-JI€THUI ONBIT Jia-
OopaTopuy MpeHaTaIbHOW AUArHOCTUKU, HAaMH OblIa
MpeUIoKeHa JJIsl IPAKTUYECKOTO HCIIOJIb30BaHU
B aKyLIepCTBE U T'MHEKOJIOrMM leHeTnueckas kapra
penpoaykTuBHoro 310poBbs (I'KP3), panee noapo6-
HO pacCMOTpPEHHas B HAIIMX CTAThAX, PyKOBOJACTBAX,
MOHOTpa(UsAX U METOAUUECKUX PeKOMeHaanusx [1].
Cytp I'KP3 — TtectupoBanue cympyroB Ha CKpbI-

Toe (TeTepO3UTOTHOE) HOCHTEILCTBO MyTallui psiaa
YacThIX TSDKENBIX 3a00NeBaHUN M OmpenesieHHue
HEONaronpusTHBIX COYETAHHH BAapUAHTOB TEHOB
MIPEIPACIONOKEHHOCTH, YTPOKAIOIINX CEPhE3HBIMU
OCIIOKHEHUSIMHA OEPEMEHHOCTH.

VYenexu CeKBEHHPOBAaHUS T'€HOMA, BO3MOYKHOCTD
OBICTPOrO M TOYHOTO aHANIM3a MyTalWd B ThIcA4ax
TeHOB, B TOM 4YHCJIe MyTaluH, NPUBOIAMIUX K Ti-
JKEJTIBIM 3a00JIEBaHHSM, CIIOCOOCTBOBAIU OBICTPOMY
POCTY MOMYJASPHOCTH MPEKOHLEMIIMOHHOIO T€HETH-
4ecKoro TecTupoBanus. llpakTnueckoe npuMeHeHue
C BOKHBIM KJIMHUYECKUM pE3YyIbTaTOM HMEJO Me-
CTO TpU YIPETUTETBHOM TECTHPOBAHUHU CYIPYTOB
Ha reTepo3UroTHOE HOCUTENIBCTBO MyTallMi B TeHax
CIIMHAIBHOW MBIIICYHON aTpo(uH, MyKOBUCIIHI034,
cuHpoMa JoMkoi X-xpomocomsl [7, 16]. B 2013 .
ObUT pa3padOTaH MHUKPOYHMII JUIsI TECTUPOBAHUS CY-
MpyroB Ha HOCUTENbCTBO 500 MyTaluii, OTBETCTBCH-
HBIX 32 10 pa3mUUHBIX YAaCTBIX MOHOTCHHBIX 3a00J1e-
BaHui. [Ipy 3TOM, KaKk IOKa3aJI0 MPUMEHEHUE 3TOrO
gnna, 35% BCEX TECTHUPYEMBIX OKa3aJUCh T'€TEepo-
3UroTaMu Kak MUHHUMYM II0 OAHON MmyTanuu [22].
IHupokuit onpoc Bpaueit B CLIIA cBUaETENBCTBYET
0 ToM, 4T0 67 % pPEeCHOHIEHTOB SIBJISIIOTCS CTOPOH-
HukamMu YI'T Tspkensix Oosie3Hel ¢ paHHEH MaHH-
(decranueii [7]. [loka YI'T orpaHu4mnBaeTcsi TOJBKO
HEKOTOPBIMU KOHKPETHBIMHU 3a00JIEBAHUSIMHE, OHAKO
Cepbe3HO 00CYXkIaeTcsi BO3SMOXKHOCTh crenath YI'T
MacCOBBIM, PacIIMPHUB €ro BO3MOXKHOCTH TECTHPO-
BaHMEM MyTaluii B reHax 595 3a0oseBaHuii ¢ moMo-
IO K30MHOTO (KJIMHUYECKH 3HaYHMOTI0) CEKBEHU-
poBanus [7].

B nHameii maGoparopuu Co3IaHbl U MPOXOIST
KIIMHUYECKHE UCTIBITAaHNS TIaHEJH JJIs OJTHOBPEMEH-
HOro ckpuHupoBaHus 300 pa3nuyHbIX 3a00JCBaHUI
(200 mytaumii), mapkepoB I'KP3 u reHos Hacien-
CTBCHHBIX (OpM KapIMOMHONATHH W BHE3aIHOU
CMEpTH.

Taxum o0Opaszom, Hapsry ¢ HUTTJ] VI'T, ocHoBan-
HOE MPEUMYIIECTBEHHO Ha MaCCOBOM I'€HETHYECKOM
TECTUPOBAHUU C TMOMOIIbI0 coBpemeHHbIXx JIHK
TEXHOJIOTUH, SBISETCS pealbHBIM MOJIXOI0M K IMpo-
(uIIaKTUKEe W ITUArHOCTUKE YaCTBIX XPOMOCOMHBIX
Y TEHHBIX MyTalU.

3aKknioyeHune

Her comHeHus1, 4TO BCE PAaCCMOTPEHHBIEC BbIILIE
METOJbl W TOAXOJbl CYIIECTBEHHO YBEJIMYUBAIOT
Bo3MOkHOCTU IIJ] B OTHOLIEHMM KaK CPOKOB AMa-
THOCTUKH, TAaK WM IOBBIIICHUIO YyBCTBUTEIBHOCTH
TECTUPOBAHUS HACJIECJACTBEHHBIX M BPOXKJIECHHBIX
MOpOKOB y Tuiona. Kaxaplii U3 3TUX METONOB HMMe-
€T CBOM IIPEUMYILIECTBA M OIPAHUYEHUS, KOTOPBIE
KpPaTKO PacCMOTPEHbl B COOTBETCTBYIOIIMX pas3ze-
Jax. BaxkHo, 0/lHaKO, OTMETUTh, YTO HU OJUH U3 HUX,
3a uckmouenuem Mertona FISH, He cepruduumpo-
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BaH B P® u nosydeHHbIe C X NMOMOIIBIO pE3YNbTa-
THI TPEOYIOT 00s3aTeNbHON BepU(UKAIUN APYTUMHU
Metonamu. Haubosee OMM3KUM K MPAaKTHUECKOMY
pUMeHeHuIo sBisieTcs: Meton FISH, xoTopslil yxke
IIMPOKO HCIIONB3yeTCd AJIs JHAarHOCTUKU YacThIX
XpOMOCOMHEBIX OonesHelt Bo Il TpumecTpe Oepemen-
HOCTH Ha KJIETKaX aMHUOTUYECKOH JKUAKOCTH U BOp-
CHH XOPHOHA/IUTALICHTHI, a TaKKe B JOUMILIAHTALH-
oHHOI muarnoctuke (PGD).

Bce Oompmeit momynsipHocthio B [1J] mome3y-
ercsa u meton K®-IILP mis maccoBoil quarHoCTH-
KM (CKpUHHUHTIA) YacThIX XPOMOCOMHBIX aHOMaJIHUN
y mioga. Cnenyer emie pa3 OTMETHTb, 4TO IpPH
CBOEH Ka)Kyllelcs MPOCTOTE, KaK IMOKa3bIBAET Halll
MHOTOJICTHUH OIIBIT, MPUMEHEHUE MeTonga Tpely-
€T HE TOJBbKO COOTBETCTBYIOIIETO OOOPYIOBaHUS
(cexBenaropa tuna ABI 3600), HO, 4TO OCOOEH-
HO Ba)KHO, CIEIHMAIUCTa BBICOKOH KBanudurauuu
¢ OOJNBLIMM OIBITOM MOJICKYJSIPHO-TEHETHYECKON
JUArHOCTHKH.

Eme Gosee BricokHe TpeOOBaHMS K KBanu(uKa-
MU CIELUAINCTa MPEIbIBIAET TEXHOJIOTUS CpaB-
HUTENbHOUW reHoMHON TuOpuau3amuu (CI'T) Ha uyu-
nax. [IoMMMO ombITa MOJIEKYISPHO-TEHETHYECKOTO
TECTHPOBaHMS MPHUMEHEHUE 3TOr0 MeToma Tpedyer
yYMEHUsI padOThl ¢ COOTBETCTBYIOLIMMHU KOMITBIOTEP-
HBIMHU TIPOTpaMMaMi, HEOOXOAUMBIMH JIJIsI IPaBHJIIb-
HOM MHTEpHIpeTaluy pe3yibTaToB aHalu3a MHKpPO-
XPOMOCOMHBIX IIEPECTPOEK.

CrnenyeT TakXe MOTYEPKHYTh, YTO MPU aHAIH-
3¢ XPOMOCOMHBIX aHOMAJIMH MOJIEKYJISPHBIMH Me-
TOJlaMU  CHEIHMAIUCTBl JOJKHBI MPUIEP)KUBATHCS
peKoMeHJalui, NpuATHIX EBpomeiickum 1muTore-
HETHYECKUM oOImecTBoM [12], a s omucaHus
pe3ynbratoB, monydeHHbix Mmetogamu FISH, KO-
NOP, CI'T u ap., — ucnons3oBars npasuia Mex-
JYHapOJHON CUCTEMBI 110 IIUTOr€HETHYECKOI HOMEH-
knatype [15].

B cuny Bcex atux obcroarenbcTB MeToasl KO-
[P, CIT, kak W MeTOoAbl JOUMILIAHTAITMOHHOU
JUArHOCTHKHM, HE TMOJy4YWJH LIHPOKOTO pacrpo-
CTpaHEHMs] M MPHUMEHSIOTCA TOJBKO B CIELHAIH-
3UPOBAHHBIX U HEPEAKO B 4dacTHbIX LeHTpax BPT
u T1/.

CrieninanbHOTO PacCMOTPEHMSI 3aCTyKUBAIOT Me-
toasl HUIT, coBepuiuBmine, no CyTH, KauyeCTBEH-
HBIH TIEPEBOPOT B 3TOH 00IaCTH.

CormacHO CyHIECTBYIOIIMM JaHHBIM, 3(QEKTHB-
HOCTb BBISIBJIEHHMSI XPOMOCOMHBIX aHOMAJHI y IuIo-
na ¢ nomotusto HUILJI B 10 pa3 Beie, uem npu bC
n KC [19].

Bwmecte ¢ TeM BbICOKas CTOMMOCTH TECTa Jaxe
no mepkaMm CIIIA, Heynauu, cB3aHHBIE C HEAOCTa-
TOYHBIM KonmuecTBoM (eransHO [IHK B kpoBm
OepeMeHHOH, dYacToTa JIOKHOOTPUIATENBHBIX pe-
3yJAbTaTOB, HEU3BECTHAs A0 HACTOALIETO0 BPEMEHH,

u orcyrcreue cranaapros HUII sensrores cepbes-
HbIM npernsrcrsuem ais BHeapenuss HUIIJ( B xaue-
CTBE CKpUHUpYytoIIero Tecta [14].

[ToMrMo mnepeuncieHHBIX CIOKHOCTEH BHeApe-
nue HUITJT B Poccun conpsi>keHo ¢ JOIMOIHUTENIbHbI-
MU TPYAHOCTSMH KaK (PMHAHCOBOTO, TaK M OpraHu3a-
nuoHHoro miaHa. Ilpexne Bcero, 3a MCKIIOUEHHEM
onHO# oreuecTBeHHOW ¢upmbl B Mockse, HUIIJ]
KaKk KOMMEpUYECKYI0 YCIyry MpeasaratoT MHOIOuHC-
JIeHHBbIE (UPMBI-IOCPETHUKH, OTChUIAIOIINE 00pa3-
bl KPOBU OEpEMEHHOH B KPYITHBIE IUATHOCTUIECKHE
uentpsl CIIIA u Kuras. [TosToMy Ha cerogHsmHuiA
JIeHb ClieflyeT MpHU3HaTh, YTO KaK TakoBas TEXHOJO-
russ HUII/T B Poccun orcyrcrByet. boiee Toro, kak
MOKa3bIBaeT 3apyOekHbIN onbIT (BenukoOpuranwms,
ABCTpanus), He0OXOIUMOCTh (OPCUPOBAHHOTO BHE-
JIPEHUS B IPAKTUKY 3TON TEXHOJIOTUH IIPEJICTaBIISAET-
Cs1 HEOJJHO3HAYHOM.

Ocobenno npoOsieMaTHYHBIM MpeacTaB-
nsieTcst ee BHeapeHue B ciyxOy [1J] Poccuwm.
Bonee 30 ner I1/] B Poccun Obina persiaMmeHTHpOBA-
Ha COOTBETCTBYHOIIMMHU Npukazamu Munsapasa PO
(Ne 316 ot 30.12.1993 1, Ne 457 ot 28.12.2000 .,
Ne 917 u ot 15.11.2012 1.), KOTOpBIE OIpEAEIAIN
crpykrypy uenrpa IIJ[, konu4ecTBEeHHBIM M Kade-
CTBCHHBIH COCTaB €€ COTPYOHHMKOB, MapK 000py-
JOBaHMS M 00bEeM Harpy3ok. PermameHTHpoBaics
u nepuoandecku Mersica anroputm [1/1. Haubonee
3HauYMMble HW3MEHEHUs B oredecTBeHHOM I[I/] mpo-
m3onwin B 2010 1., Korma cHavana M30UpaTeNbHO,
a 3aTeM MOBCEMECTHO ObUIa BHEIPEHA HOBAsI TEPPH-
TopuanpHas mporpamma I/, utoru xoropoit ObuH
noaBeZicHbl Ha KoH(epeHmyn B Kazanu B aBrycre
2014 r. [3]. JannHas nporpaMma criocoOCTBOBaJIA Cy-
IIECTBEHHOMY IMOBBIIIEHUIO (B cpeaHeM >50 %) a¢-
¢dexruBHOCTH [1]] XpOoMOcOoMHBIX Oone3Hel y mioza,
ocobenHo Oonesnu Jlayna. @opcupoBaHHOE BHEpE-
uue HUITJ] B PO gaxke Oe3 yueTa ee BHICOKOH CTOH-
MOCTH, METOJJUYECKHX, TEXHUUECKUX U APYTUX Orpa-
HUYEHUH TauT B cebe peabHyIo YIpo3y pa3pylIeHHs
cnoxusuerocst anropurMma IIJ1 B Poccun, HuBenu-
pOBaHMA IEHHBIX JTUArHOCTHYECKHUX MPEUMYILECTB,
KoTopble narot st Marepu u miona bC u KC, 6onee
YHHBEpCaJbHbIC, HO 3HAUUTEIHLHO MEHEE Crie(Hy-
ueie, yueM HUII/. C Buenpennem HUILJ] momonau-
TEJIbHAsl CEPbE3HAsl HArpy3Ka B IUIAHE IIEPBUYHOIO
U IIOCT-TECTOBOIO KOHCYyJabTHpoBaHus npu HUITJI
JIOXKUTCS U Ha Bpaueil-reHeTHKOB.

IToatToMmy Ha panHoM »3tane B Poccum, Kak
M BO MHOTHX CTpaHax, I1eJIeCOO0pa3HO COXPaHHUTh
yKe rojamu cioxkuuuiica aiaroputm 111, gomon-
HSSL ee TPH BO3MOXKHOCTH WM HEOOXOAMMOCTH
HUILJ B I TpumecTpe OepeMEHHOCTH, T.€. OTHO-
CUTBCSl K HEW KaK K BHICOKOMH(OPMATUBHOMY CKPH-
HUPYIOIIEMY, a HE JJMarHOCTUYEeCKOMY TecTy [6, 19].
TakuM 00pa3oM, BHEIPEHHE HOBOH TEXHOJOTHH
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HE JIOJDKHO COTPOBOXKAATHCS PEBOIIOIMOHHON JIOM-
KO IpeJIIIeCTBYIOIIEeH CUCTEMBI, HO JIOJKHO COXpa-
HATh paHee HaKOTUICHHBIHN OIIBIT.

O3zHauaeT 1M ATO OTKAa3 OT BHEAPEHHUS HOBBIX
MOJIEKYJISIPHO-TeHETHIECKIUX METO/IOB, B TOM YHCJIE
meroxa HUIL/, B cmyx0Oy I1/]? Koneuno, Het, oHO
JIUIIb TIOAYEPKUBAET HEOOXOIUMOCTh B3BEIIEHHOTO
MOJIX0/1a K HOBBIM PEBOIOIMOHHEIM MPE00pa3oBa-
HUSM ¥ TEXHOJIOTHSIM.

Crnemyer, B 4aCTHOCTH, HAllOMHHTh 00 ompeje-
neHHoi uepapxuu yupexaeuuit [1/] B Poccuu, cxema-
TUYECKHU TPEJICTABISABIICH cO00i mMUpaMuiy, OCHO-
BaHHE KOTOPOH cocTaBisid MHOorouncieHHsle KK,
€€ TIPOMEXYTOYHOE 3B€HO — PErHOHAIBHBIC H MEXK-
paitonnsie MI'L], a BepmMHy — HecKONbKO dene-
PaNBbHBIX MEIHMKO-TeHeTH4YecKuX 1eHTpoB (OMI'T),
OpPraHM30BaHHBIX Ha 0a3e BeAyHIHX MPO(UIBHBIX
HAy4YHO-HCCJIEIOBATEIIbCKUX HMHCTUTYTOB. VIMEHHO
TaKUe LEHTPBL, pacrojiararoniyue Kaapamu CoOOT-
BETCTBYIOIIEH KBanH(pHUKAIUK, HEOOXOIUMBIM 000-
PYIOBaHHEM W OIBITOM Pa0OThI, OBUTM U OCTAIOTCS
OCHOBHBIMH TIPOBOJHUKAMU JUIsl BHEJIPEHHSI HOBBIX
texHonoruid. Ogaum u3 takux OMIT] mMHOro ser
sBIsIcsT MHCTHTYT aKymiepcTBa W THHEKOJIOTUH
um. /1. O. Otra, B KOTOpOoM ObUIH pa3padoTaHbl, alpo-
OMPOBAHBI M BHEJPEHBI B TPAKTHKY MHOTOYHCIICHHBIC
[UTOTCHETUYECKHE, OMOXUMUYECKUE U MOJICKYIISP-
Hble MeToabl I1/], mUpOKO UCHONB3yeMble MOHBIHE
He Tonbko B Cankr-IlerepOypre, HO U B MHOTOUYHC-
neHHbIx nentpax [1/] B PO.

CuntaeM 1€I€COO0Pa3HBIM M UCTOPHUYCCKU
ONPaBJAaHHBIM BO3POXKJCHUE paHEe CYILICCTBOBAB-
el nepapxuu ciyxOsl 1] B PO ¢ yerko mpomnu-
CaHHOW perTaMeHTAaIue JesITeNbHOCTH M (PUHAH-
COBOTO OOECIICYCHHsSI BCEX €€ COCTABISIOIINX, YTO
HeoOxoauMo sl 3(P(PEKTUBHOTO B3aMMOJICHCTBUSI.
Takast CTpyKTypa MO3BOJUT HE TOJBKO COXPAHUTH
MIPEEMCTBEHHOCTH anropuTmoB [1/] B HOBBIX ycI0BH-
sIX, HO ¥ Oy/IeT CrocoOCTBOBaTh OoJiee paroHalb-
HOMY BHEAPEHHUIO B MPAKTUKY HOBBIX TEXHOJIOTUMN
U METOJIOB, MTO3BOJIUT U30€KaTh MHOTHUX CEPHhE3HBIX
OIINOOK.
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