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m [IpenMmIanTaMOHHAsI TeHeTHYECKAsT
JUATHOCTHKA cyliecTByeT GoJiee 20 Jer,

32 3TO BpeMsl 3HAYHTEIBLHO PACHIHPHIICS
JAHANA30H BO3MO:KHOCTelH BCIIOMOTaTeIbHbIX
PenpoAyKTHBHBIX TEXHOIOTHIl H MOTEHIIAT
MOJIeKY/IIpHO-TeHeTHYeCKOii IHATHOCTHKH
eIMHNYHBIX Ki1eToK. K HacTosimemy
BpeMeHH MPenMILIAHTANNOHHAS
JANATHOCTHKA MPeBPaTUIACH U3
JKCHePUMEHTAIBHOM MpoueIyphl B
JeiicTBEHHYIO M CaMYI0 PaHHIOI0 (hopmy
MPEeHATAJIbHOI IHATHOCTHKH, PACIIMPHB
IIPU 3TOM IMANA30H Noka3aHuii. B 063ope
NPEICTABJICHO COBPEMEHHOE COCTOSIHUE
NPEUMILIAHTAIIHOHHOM reHeTHYeCKoM
JAUATHOCTUKH, ONMCAHBI IPUHIUIIBI U
MOKA3aHHUS K ee MPOBeIeHHIO.

m KiiroueBble ci10Ba: npeuMIIIaHTALOHAS
TreHeTHYecKas AUarHOCTHKA; IIPEeHaTalbHas
JINarHOCTHKA.

[Ipenynpexaenne poXACHHUS JeTel C HACIEeICTBEHHBIMU
3a00JIeBAHUSIMH SIBJISIETCS OJHOW W3 aKTyaJbHBIX 3a7ad Co-
BpPEMEHHON MeIUIMHBI. B HacTosilee BpeMs s BBITIOTHEHUS
9TOH 3a7a4M UCIOIB3YIOT METOABI IIPEHATAIBLHONW THATHOCTHKH
(IT[1), HampaBJIeHHON Ha BBISBJICHHE MATOJOTMYECKUX COCTOS-
HHUH y TUIOAa TPH TPOrpecCUpyromieli 0epeMeHHOCTH, U Tpe-
AMILIaHTAllMOHHOM TeHeTndeckoi nuarnoctuku (I1T1/PGD —
Preimplantation Genetic Diagnosis), T03BOJISIOIIEH UCCIIEI0BATh
reHOM 3MOpPHOHA JI0 €0 IepeHoca B MOJIOCTh MATKH.

[1/] MOHOTEHHBIX U XPOMOCOMHBIX 0OJIe3HEH BBHIMOIHSIOT B
OCHOBHOM C HCHOJb30BaHUEM MHBA3UBHBIX METOAOB MOJTYUEHUS
MJIOAHOT0 MaTepuasa (OUorcust BOPCUH XOPHOHA MITH IJIalleHTHI,
AMHUOLIEHTE3, KOPAOLCHTE3) M IMOCIEAYIOIUM MOJIEKYISIPHO-
FeHETHYECKUM WJIM LUTOrC€HETHMYECKUM HucciienoBanueM. Ecnu
npu I1J] BEISBASAIOT reHeTHYeCcKoe HapylleHue y Ioxaa, To Oe-
PEMEHHOCTh MOXKET OBITh IpEepBaHa HCKYCCTBEHHO. B HekoTo-
PBIX Clly4asix CyIpyTH, OCBEJOMJICHHBIE O BBISIBICHHOH MaTOJIO-
UM Yy IO/, MPUHUMAIOT PEIICHUE COXPAHUTH OEPEMEHHOCTD.
[IpunsTHE TAKOrO pPEUICHHS AOJIKHO OBITH 00s3aTENbHO MPO-
KOHCYJIBTUPOBAHO CIIELIMAIUCTOM, CYNpY>KecKasl mapa JOoJKHa
MMOHUMAaTh OTBETCTBEHHOCTH, KOTOPAs JIOKHUTCS Ha HUX U OTJa-
BaTh cebe OTYET 0 HEOOXOOUMOCTH OOJBIINX MAaTepUATbHBIX H
MOpaJIbHBIX 3aTpaT, CBSI3aHHBIX C YXOJOM M COIMaIbHOHN ajar-
Talnued Takux geTeil. BaxHo, 4TOOBI Cynpyru 3HaJIH, 4TO MPO-
JOJKUTEIBHOCTBIO J)KM3HU JIIOJCH ¢ TeHETHUECKOW MaTOJIOrHueH
3HAaYUTEIBHO MEHBIIE, YeM B HOPMaJIbHOHN MOMYJISIIHH.

[T/l B otnmuuwue ot [1)] mpoBoaAT 10 MMILTAHTAIIUUA SMOPHO-
Ha B CTEHKY MaTKd. [IpoBefeHNe TeHETHMYECKOW AMarHOCTUKH
0 MMIUTAHTAIlMM BO3MOXKHO TOJIBKO B Clly4yae OILIOJOTBOpE-
HUS in Vitro TO €CTh IPH UCIOJIb30BaHUU BecrioMoraTenbHbIX pe-
nponyktuHbix TexHonoruit (BPT). [Ipouenypa I1I'J] Brirouaet
OMoInCHIO OTHOM MM OoJiee KIETOK y OOLUTa (MOJISPHBIC TeJla)
nuiu SMOproHa (0J1acTOMEpBI, KJIETKH TPOPIKTOJAECPMBI) H UX T10-
cleyIollee TeHeTUUECKOe TeCTHPOBAaHUE HA T€HHBIC UIIU XPO-
MOCOMHBIE MyTalllU. B ciydae oTcyTCTBHS TECTUPYEMOil marto-
JIOTMM SMOPUOH MOXET OBITH MEPEHECEH B MOJIOCTh MATKU HIIH
KPHOKOHCEPBUPOBAH A0 IepeHoca B cienyomeM nukie OKO
(puc. 1). Ceituac Hanbosee NePCIeKTUBHON CYUTAETCS THArHO-
CTHKa SMOPHOHOB Ha CTaAWM OJIACTOLMCTHI, C MCCIEIOBaHUEM
3—8 KIETOK TPOPIKTOACPMBEI.

B nHacrosimiee BpeMs 11 T€HETUYECKOTO UCCIIEAOBaHMUS Kile-
TOK AMOPHUOHOB OOBIYHO HCIOIB3YIOT (IYyOPECICHTHYO in Situ
rubpunmn3anuto (FISH — Fluorescence in situ hybridization)
unu  nonuMmepasHyro 1nennyro peakuuio (IILIP/PCR —
Polymerase chain reaction). Pexxe ucmonbs3yroT Ooznee mopo-
TFOCTOSIIIMI METOJ] — CpPaBHUTEIBHYI0 T'€HOMHYIO THOpUIU-
3alMI0 C HUCIOJIB30BaHUEM MHKpPOMAaTpHI] (array comparative
genomic hybridization — a-CGH). Merox a-CGH umeer pas-
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[Tokazanus x npoBenenuto [1T'J[ pa3gensitor Ha
HECKOJIBKO rpymil (Tadm. 1).

IlepBast rpynnma — BbHICOKUI T€HETUYECKUI PUCK
nepeaadyn HacleICTBEHHON NaTOJI0IMH NOTOMCTBY.
Takyro 1MarHOCTHKY IPOBOJST AJIsl HOCUTENEH I'eH-
HBIX ¥ XPOMOCOMHBIX aHOMaJui. ITO MOTYT OBITH
MOHOTEHHBIE 00JIe3HH (ayTOCOMHO-PELECCUBHEIE,
ayTOCOMHO-IOMMHAHTHBIE, CLEMJICHHbIE C X- MU
Y-XpoMOocoMOii), a TaK:Ke€ XPOMOCOMHBIE aHOMaJIUU
(4MCIIOBBIE U CTPYKTYPHBIE abeppaluiu XpOMOCOM).
Bpauy-reneTuky, 3agaga KOTOPOro moMo4Yb CEMbE
HMETbH 30pOBOr0 pe0eHKa, BaXHO MOMHHTH, YTO
CpeIu MalnHueHTOB, HYK/IAaIOLIUXCs B TAKOH JUArHo-
CTHKE, MOT'YT OBITh NAIIUEHTHI C TOHAJHBIM MO3aH-
LMU3MOM. A 3HAUMT, TEHETHYECKHH aHanu3 odpas-
L[a KPOBU MalMEHTa HE MOKaXeT HAJIUYUS Y HEro
MyTauuu. [IpeanonoxxuTs roHaiHbIH MO3aHIIU3M Y
ManueHTa MOXKHO M0 JaHHBIM aHAMHECTHYECKOTO
aHaJu3a ero CEMbH — MCCJICIOBAHUS UMECIOLIUXCS
B ceMbe OOJIBHBIX JIeTel, MaTepuaja abopTycoB OT
NpenpAymux OepeMeHHOCTEH U SMOPHOHOB, MOJTY-
yeHHBIX B IIHKIax DKO.

Bropas rpynna — Hanuune BEICOKOTO pUCKa 00-
pa30BaHUsI aHEYIJIOUTHBIX TAMET MPH HOPMaJIbHOM
COMAaTHYEeCKOM KapuoTune. B aTom ciydae ananu-
3UPYIOT YHCIO ONPEACTICHHBIX XPOMOCOM Y JIOMM-
MJaHTAMOHHBIX SMOPHOHOB. TaKyl0 AMAarHOCTUKY
Ha3bIBalOT [IpeuMIIaHTaMOHHBINA T€HETUYECKUN
ckpunuHr ([II'C/PGS — Preimplantation Genetic
Screening). B wnactosimee Bpemst metonom FISH
MO>KHO PYTHHHO ONpeNeiauTh uncio 9—12 xpomo-
coM. TecTupyeMbie XpOMOCOMBI BEIOUPAIOT, UCXO S
W3 UX 3HAYMMOCTH JJIS IPEHATAJIbHOTO U MMOCTHA-
TalnpHOro pas3BuTHsA. LlenecooOpa3Ho TecTHpoBa-
Hue yucia xpomocomM — 8, 9, 13, 14, 15, 16, 17, 18,

21,22, X,Y [17, 8, 29]. [lokazaHo, 4TO ONpeneaecHue

Yycia MATH XPOMOCOM T03BOJIsieT BhISIBUTH 40 %,

a JIBeHaAaTu XxpoMocoM okoJio 90 % Bcex xpoMo-

COMHBIX aHOMAaJHH y SMOPHOHOB JOCTUTIIUX CTa-

nuu onactouuctsl [18]. Meton a-CGH, no3Bosset

ONpPENEATh YUCIO BCEX XPOMOCOM YeIoBeKa U UcC-

cl1e10BaTh HecOalaHCUPOBAHHOCTD MO OTIEIBHBIM

XPOMOCOMHBIM cermMeHTaM. B nmocnegnue Tpu roga

eBponeiickue crpansl U CIIIA Havanu akTHBHO

ucnonpizoBath Metoa a-CGH nns I/ [23, 5, 16].

Ucnonb3zoBanne SNP-arrays — MUKpoMaTpHIl Ha

OCHOBE OJHOHYKJIHOTHUAHBIX 3aMeH (SNP — single

nucleotide polymorphism), mno3BoisieT omHOBpE-

MEHHO MapKHUpOBaTh 0oJiee MHJIJINOHA XPOMOCOM-

HbIX JIoKycoB [44, 10]. Ilepcnektussl a-CGH, nns

IIT'C oueBHHBI, HO TOKa Hapsiy C BBICOKOH ce-

0eCTOMMOCTBIO, METO/I UMEET HEAOCTATKU: HEBO3-

MOYKHOCTh OMNPEACIUTh IUIOMJHOCTh KJIETKH H

HEBO3MOXXHOCTH OTIMYUTH KAPUOTHUI CO cOaaHCH-

POBAHHOHN CTPYKTYpPHOH NEPECTPOUKON XPOMOCOM

OT HOPMAaJIbHOTO.

[loBbIIeHHBI  pUCK  00pa3oBaHHs  aHEY-
MJOU/IHBIX TaMeT HMMEIOT CJEAYIOU[Ue TPYIIb
MalUEHTOB!

1. JKeHIIuHBI cTapiiero penpopyKTHBHOIO BO3-
pacta — 35 et u crapiie.

2. Cympy’Keckue mapsl, B aHaMHE3€ Y KOTOPBIX OT-
MeueHO Oosiee TpeX CIOHTAHHBIX MPEepbIBAHUN
OepeMEeHHOCTH Ha paHHHUX CpPOKax (IPUBBIYHOE
HEBBIHAIIIMBAHUE).

3. My>K4MHBI C TSDKEJBIMU HapyIIEHU MU cliepMa-
TOreHe3a — OJINT0AacCTeHOTepaTO0300CIepMHus,
TsOKEJas OJIMT0300CIEPMHUs, a300CTIEPMUS.

4. Cynpyxeckue mapsl ¢ MOBTOPSIOIIMMUCS HeEy-
nauHbeiMu nionbiTkaMu KO — Gosiee Tpex Hey-
JAYHBIX IOMBITOK (CIEAyeT MOMHHUTH, YTO 3Ta
rpynmna OcoOCHHO TeTeporeHHa, 00s3aTebHO
JOJKHBI OBITh HCKIIIOUEHBl JIpyTHE (PaKTOPHI
Heyaau DKO).

BaxHO MOMHHTB, 4TO Yy BCeX MAI[MEHTOB, Ha-
npasisiembix Ha [1I'C, nomkeH ObITh MOATBEPKACH
HOPMAaJbHBIM KApUOTHII, a JJISI MAlUeHTOB 2, 3 U
4 rpynn AOJKHBI OBITH MCKJIIOUEHBI HETEHETHYE-
CKHe MPUYHUHBI TaTOJIOTHH.

Ha IIT'C npuxoautcsa okoso 60% Bcex mpoBo-
quMbix B mupe [1TI']], oqHako 0 3HAUMMOCTH JIOUM-
MJAHTAIlMOHHOTO CKPUHMHTA aHEYIUIOMJUN yixKe
MATh JIET BEAYTCS CIOPBI CpPelM CIEHHAIHNCTOB B
obmactu OKO. [II'C Havanu npoBOAUTH B Hayae
1990 romos [12, 25] ¢ uenpl0 yaydlIieHUsT pe3yiib-
taroB DKO 3a c4eT mepeHoca B MOJOCTh MAaTKH M-
OprOHOB 0€3 aHEYIUJIOWUI HauboJiee 3HAYMMBIX
IJI Tpe- U MOCTHATaJbHOTO pa3BUTHUA. Tak Kak
MHOTOYHUCIIEHHBIMH HCCIIEZIOBAHUAMHU OBIJIO IIO-
kazaHo, 4to 50—60% CHOHTaHHBIX NpEepBIBAaHUM
OepeMeHHOCTEe paHHEro Cpoka CBS3aHBI C Xpo-
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MOCOMHOH martosiorueit y miona [9, 20], Obuto mo-
HATHO, YTO NpH nepeHoce smOpuoHoB nociue [1I'C
4acTOTa CIIOHTaHHBIX IOTEPb OepeMeHHOCTH OyneT
MEHBIIE U, CIEI0BaTENbHO, pe3yabTaT DKO myure.
Kpowme Toro, npu nepeHoce 3MOpHOHOB 0€3 YaCThIX
XPOMOCOMHBIX aHOMAJIMM, MpPEeAnonaraioch yBe-
auuenue yactorsl ummantanuu. K 2007 r. Obu1mn
MI0JIyY€Hbl MHOTOYHCIJIEHHBIE pPE3YyJbTaThl, CBUJE-
TEIBCTBYIOIINE O TOM, YTO npu nposeaeHuu 11I'C
yBEJINUMBAETCAd 4YacTOoTa WMIUIAHTAllUM, CHUXKa-
I0TCS CIIOHTaHHBIE TIOTEPH OEPEMEHHOCTH PAHHET0
CpOKa, yBEINUYNBAECTCSA YacTOTa POXKIAEHUS 370pO-
BeIX getelt (“taking home baby”) mocie IKO B ce-
MBbsIX U3 rpyni pucka [39, 46, 33, 13]. bonbmnHCTBO
onyOnukoBaHHbIX 10 III'C naHHBIX HOJTy4YEHBI B
HEpPaHJOMHU3UPOBAHHBIX pPETPOCIEKTUBHBIX HC-
CJIEeIOBAaHUAX, MMEIOIIMX BBICOKHH ypOBEHb 3Ha-
qyuUMOCTH (2-i1 min 3-i ypoBEeHb 3HAYMMOCTH), OJ-
HAKo, paHIOMHU3HpOBaHHbIe wuccienosanus (PU)
B 9TOH 00IacCTHM NPAaKTUYECKU HE MPOBOJUIHCE.
B 2007 roay ronnaHcKOl TPyMIIoOi cienuaniucToB
ObLTM OMyONMKOBaHBI pe3yinbrarbl Oomnbioro PU
apdexruBnoctu I[II'C [19]. Pesynprarel roBopu-
mu 06 orpuuareiabHoM 3ddekte [II'C Ha mcxomst
nukigoB OKO, 4TO MOCIY’KHIJIO HAdyaJloM MpoJoJ-
JKAIOIIEHCsS 10 CUX MOp AUCKYCCUU CPEU pa3and-
HBIX CIEHHAINCTOB PENPOAYKTUBHON MEIHMIIUHBI.
HccnenoBanue roanaHcKo rpynnbl HMEET MHOTO
CYIIECTBEHHBIX METOJMUYECKUX HEJO0CTaTKOB, KO-
TOpBIE MOAPOOHO M3IIOKEHBI B PSIZIC aBTOPUTETHBIX
nyomukamui [6, 45, 43]. DTu HENOCTATKHU JCNAT
€ro HECOCTOSITEIBHBIM IS BBIBOIOB O 3HAUHUMOCTH
TII'J] B OKO, omHaKO HEJb3s HE CKa3aTh, YTO 3TO UC-
clIeZIOBaHKE ObLIO OYEHb MOJE3HBIM ISl IEPECMO-
Tpa nokazanuit k [1I'C, MeToguueckoro nporpecca
B III'/1, pa3paboTku CUCTEMBI KOHTPOJIS KauecTBa B
[T/] 1 naxce CTUMYJISLIMHU UCCIISIOBAaHUM B 00JIaCTH
9MOpHOJIOruM YejoBeka. K HacTosmeMy MOMEHTY
omybnukoBano Bcero 12 PU no I1I'C [19, 30, 7, 21,
34,36, 37, 50, 40, 2, 26, 35], npoBeAcH MeTa-aHAJIU3
aTux uccienoBannii [22]. Bee onyonukoBanubie P
HMMEIOT 3HaUYNUTENbHbIE HEJJOCTATKH (CIIOPHBIE METO-
JMYECKHe MOJXOAbl, HEJOCTATOYHOE KOJIMYECTBO
MalMeHTOB, OPraHU3aAIUI0 — «IU3aiiH» HCCieno-
BaHUS U JIp.), YTO J€JIaeT HEBO3MOXKHBIM JaKe C IM0-
MOILIbI0 METa-aHaJIN3a clejaTh OJHO3HAYHBIN BbI-
Box o BiusHuM I1I'C Ha pesynsrar OKO. IlonsATHO,
YTO HEKOppeKTHO opranuzoBanubiii [1I'C He Oyner
ynyumaTs pesyasraT OKO, a nanbpHeiiee nmpose-
nenue PU B Tom BHje, Kak OHO NMPOBOJUIIOCH, HE
HMMEET CMBICJIA U HE3TUYHO 110 OTHOIIEHUIO K Malu-
eHTaM. Bce crenmanucTsl cornamaroTcs ¢ TeM, 4TO
BBICOKHI YpOBEHb MO3aullU3Ma JOMMIIJIaHTallMOH-
HBIX MOPHOHOB YEJIOBEKA CHUXKAET MOJOKHUTEIb-
HbIH 3((deKT NOMMIIAaHTAUOHHOTO CKPUHHMHTA
aneymiounuit [6, 45, 43, 49] — HyXHBI HOBBIC Me-

TOAMYECKHE MOJAXOABI, & TAaKXKe JIOTOJIHUTENbHbBIE
HCCJIEeI0BaHNS 3HAYMMOCTH MO3aullu3Ma s pas-
HBIX CTaguii SMOPHOHAIBHOTO M MPEHATaJIBHOTO
pPa3BUTHS YETIOBEKA.

Hecmotpst Ha ciops! BokpyT I1I'C noHsiTHO, 4TO
MpU NPaBUJIBHON OpraHu3aluyd METOJ 3HAUUTElb-
HO pacmupseT Bo3MoxHocTH DKO u ero mMoxxHO
Ha3BaTh caMblM paHHUM MeTonoM II]1, npenorBpa-
HIAIOIIMM UMILIAHTAUIO0 SMOPHUOHOB C IOJTHBIMH U
YaCTUYHBIMH AaHEYIUIOMAUSMHU U, CIIEJOBaTENbHO,
MpeAOTBPALIAIONIMM CHOHTAaHHBIE MpEepbIBaHUS
0epeMEeHHOCTH U POXKICHHE JeTeH ¢ XPOMOCOMHON
MaTOJIOTHEH.

TpeTbsi rpynna — HOCUTEIHCTBO T€HHBIX MY-
TalMii, KOTOPbIE MOTYT BBHI3BIBATH OOJIE3HH C MMO3/-
Hell MaHudecTanuei, MposSBIAIOMUECS B 3PEIOM
UM TIOKUJIOM BO3pacTe, B TOM UMCIE MyTalHl
npeapacrnoiaraloiuXx K pa3BUTHIO OHKOJOrHYe-
cKkHX 3a0oseBaHui. Takoe HOCHUTEIBCTBO HE SIBIIS-
JIOCh CTaHJAPTHBIM NOKa3aHUEM JJIs MPOBENEHUS
I1/1, omHaKO B HEKOTOPBIX clyyasx, HApUMep IpH
MyTanuu reHa RBI, npeapacnoiararouieii Kk Bo3-
HHUKHOBEHHUIO PETHHOOIACTOMBI, BEPOSITHOCTh pas-
BUTHs OOJIE3HU y MOTOMKOB B cllydyae Tepegadu
MyTaHTHOU annenu okoyio 90 %. Jenats [1]] ¢ mo-
CJIeIYIOIIMM BO3MOXKHBIM IpephIBaHUEM OepeMeH-
HOCTH JJIs TAaHHOM T'PYMIBI MAallUeHTOB HE CUHUTa-
ercs ornpapnanabiM. [1I']], HAIPOTUB, MOXKET OBITH
BbIOpaHa CynmpyraMu JAJis MPeJoTBpalICHUs Tepe-
Jadn OOJIE3HM CIENYIOUIMM TOKOJNeHusM. B Ha-
cTosiIee BpeMsi pa3paboTaHbl CXeMBbl MPOBEJICHUS
MI'J] ans TakuX OHKOJOTMYECKHX 3a00JeBaHUM
kak cunapoMm Jlu-Opaymenu (p33), peruHoOna-
croma (RBI), cemerinbiii monuno3 (APC), Heitpo-
¢udpomaro3 1 (NFI) u Il (NF2), ceMelHBIH pax
MOJIOUHOH kene3bl U IMUHUKOB (BRCAI, BRCA2),
aTtakcus-TeneanruodkTazus (ATM) wu np. [42].
Ony6nukoBanbl pe3yabTaThl yenemnoi [II']] mpu
PaHOMPOSIBIISIIONICHCS ceMelHOi (opme Oosie3HH
Aunbureiimepa (myTanus rena APP) [27].

YerBepTas rpynma — HaJluuue B CEMbE pe-
OeHKa ¢ reMaToJOrM4ecKoi OO0JIe3HbI0, HYKIAI0-
IIerocs B Mepecajke JOHOPCKUX CTBOJIOBBIX IeMO-
MO3THUYECKUX KJETOK JJIsI MPOAOTKEHUS KXU3HU.
Briepsbie mono6Hast 1] Oblia BemoiHeHna 11 net
Ha3aj ISl CllaceHUsl JIEBOYKHM OOJNBHON aHemwuen
®ankonu [28]. [locae 3TOro HECKOIBKO JIET €BPO-
neicKue crenuasucTbl 00CyKIallu dTHIHOCTD Ta-
koi [T u npumuIy K BEIBOAY, YTO 3TA AUATHOCTH-
Ka MMeeT IpaBo Ha cyllecTBoBaHUE. B HacTosIIee
BpeMsi JieueHrne OOJIbHBIX CHOJIMHIOB C MOMOIIBIO
Mepecajki CTBOJIOBBIX KJIETOK KOCTHOT'O MO3Ta
3nopoBblx HLA-mieHTHYHBIX OpaTbeB/cecTep, po-
nusmuxcs B pesynaprate DKO c¢ III'J[ He pemkoe
cooOwiTue. [lonsatro, uto mposenenue 11/] B nanHOM
clydae HEBO3MOXKHO, TEOPETHUYECKasI BEPOSATHOCTD
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poxaenus 3qopooro HLA-coBMecTUMOTO € 60IB-
HBIM peOeHKa Hu3Ka. Ha cerogHsimHuili JeHb Cy-
LIECTBYIOT CIEAYIOIINE MOKA3aHUs K MPOBEACHUIO
III'A ¢ HLA-tTunupoBaHueM: HacleICTBEHHBIC
3a00J€BaHUs, OCIOKHEHHBIE HEIOCTATOYHOCTHIO
KOCTHOT'O MO3Ta, reMo0JIacTo3bl, UMMYHOAEpHITH-
THI ¥ MeTabonn4eckrue 3a00JIeBaHUS — TaKUe Kak
X-cuerieHHas  ajapeHoneikoauctpopus. Kpome
Toro, mnpeumiuiantauuonHoe HLA-tunupoBanue
NPUMEHSIOT AJIS JICYCHUS CIIOPaJUUECKUX remMaTo-
JIOTUYECKUX 3a00JIeBaHUA, BIIEPBBIE METO UCTIOIb-
30BaJIH JJIsI JICUSHUSI CUOJIMHTA OOJIBHOTO TUIIOTIA-
cTtrueckolt anemuelt biaskpena—/laiimonna [38].

IIsitast rpynma — HOCUTEIBCTBO TIE€HETHYE-
CKHMX OOJIC3HEW, BBI3BAHHBIX MYTAalUSIMU B MHUTO-
xougpuanbHbix JJHK (MtJHK). Tak kxak 3urora
MOJy4yaeT BCE MUTOXOHJPUU U3 SHULEKICTKU, ATU
00JIe3HN HACJIEAYIOTCS MO MAaTEPUHCKOW JIMHUU.
MutoxoHapuanbHbie 00JIe3HH, BBI3BAHHBIE MYTa-
uusmu saepuort IHK, mepenatoTes mo MeHpaenes-
CKUM 3aKOHAaM, CJE€IOBATEIbHO, CXEMa MPOBEACHUS
I1I'J] momxHa OBITH TAKOM Ke, KK JIJIST MOHOT€HHBIX
3aboneBanuii. HacnemoBaHWe MHUTOXOHIPHAITH-
HBIX OoJe3Hel, BbI3BaHHBIX MyTanusmu MT/HK,
YCIIOKHEHO TeTeporuia3Mueil (reHeTHIeCKOr reTe-
POTEHHOCTBIO TIOMYJISIINU MUTOXOHIPHH), pa3ind-
HBIM YPOBHEM T€TEPOILIA3MHUU B PA3HBIX OOIUTAX,
ciaydaiiHelM pacnpenenenueM wmoiaekyn MTIHK
MEXy KJIETKaMH OJIACTOLUCTBI, U TEM, YTO JIOJIS
MyTaHTHBIX Mosiekyd MTJHK moxer mo-paznomy
U3MEHSATHCS B TKaHSX B MpPOLIECCE DPa3BUTHSA U
XKU3HU opraHu3ma. [IposBienue Oose3HeH, BbI-
3BaHHbIX MyTanusmu MTHK, odyenp BapuaOenb-
HO, CAMIITOMBI HEKOTOPBIX 0OJI€3HEH pazinyaroTcs
KaK MEXJAYy CEeMbIMU, TaK U BHYTPU OJHON CEMBH.
Jlaxke mpu HalM4WKM 3aBUCUMOCTH TSDKECTH 00-
ne3Hu oT onpenenennod mytauuu Mt AHK u uucna
MYTAHTHBIX MOJEKYJ, CYIIECTBYIOT MHOTOUUCIICH-
HbIE UCKIIOUeHUS. TPyIHOCTh MPEACKa3aHus Teue-
HHUS ]I MHOTUX MUTOXOHAPHAIBHBIX O0JIC3HEH, 1
HEBO3MOXHOCTh IpH nposeneHuun I’/ oToOpats
SMOPHUOHBI TIOJTHOCTHIO CBOOOAHBIE OT MyTaHTHON
MT/IHK nenaet oueHb CIOKHBIM MPOBEICHUE TAKO-
ro poxaa III'/l [31]. B Hacrosiee BpeMs peKOMeEH-
aytot pazsuBath [1I'J] nns mtIHK myTanmii B npe-
Jienax Hay4dHO-HCCIIEOBATEIbCKOTO MPOTOKOJIA U
WH()OPMUPOBATH OTCHIIUAJIBHBIX POJUTENCH, YTO
nepsblid UK [1I'/] MoXkeT OBITH BBIMOJIHEH JIMILb
st cOopa MH(pOpPMAIMKU OTHOCUTEIBHO HAJIEHKHO-
ctu Mertona [31]. K cerogusimiHemy nHIO omyOsin-
KOBaHO HEMHOT'O JTAHHBIX O KJIMHUYECKUX HHKJIAX
A opu mtAHK myTtanusx [4, 47].

HlecTtast rpynma — ompeaeliceHUe IMojia M-
OpHOHOB C IIENBIO MJIAHUPOBAaHMS CEMbH. B eBpo-
neiickux ctpanax u CIHIA, Takyro AUArHOCTHUKY
HA3BIBAIOT «BBIOOD IMOJIAa MO0 COLUATIBHBIM MOKAa3a-

HuAM — social sexing». CorinacHo AaHHBIM KOH-
copuuyma [II'’JI ESHRE (EBpomneiickoe cooOiie-
CTBO PENPOAYKTOJIOTOB M SMOPHOJIOTOB YEIIOBEKA)
BO BCEM MHpE MPOUCXOJUT CHM)KEHHE TaKHUX Jua-
rHOCTHK. COrIacHO MOCIACAHUM OMYyOJIMKOBAHHBIM
JAHHBIM KOHcopuuyma, nois takux [1I'J] B 2007 r.
coctaBuia 1,6 %, a B mpeapAyIue AeBATh JET —
2, 7% [14]. llpoenenue III'[] ¢ nenpio niaaHupoBa-
HUS CEMbH HEJNb3s CYUTATh OJIHO3HAYHO OIpaBJaH-
HbIM. OJTHaKO €Clu CpaBHUBAThH ATOT MeTon ¢ [1]]
MPOBOJMMOI C LIEJBI0 MIAHUPOBAHUS CEMbH, IJIe
B OOJIBIIMHCTBE CIy4YaeB NPHU BBISBICHHUH ILIONA
«HEHY KHOT'0» TIojla MpeJIojiaraeTcsi HCKyCcCTBEH-
Hoe npepbiBanue OepemenHocTH, [1I'J] kaxeTcs 60-
nee rymanHoi. C Hos0ps 2011 roxga B Poccutickoit
®denepanuul BHIOOP Mo TOUMIITAHTAITHOHHBIX IM-
OpMOHOB ISl TIepeHoca 0e3 MEAUIIMHCKUX MoKa3a-
HU 3ampernieH 3aKkoHoM [1].

HecMoTps Ha TO, 4TO JOUMIUIAHTALIMOHHYIO JU-
arHocTuky npoBoasT ¢ 1989 r., metonst I1I'/] u xo-
OpJAMHALIMS TPOLIECCOB MPHU MPOBEIEHUH TUArHO-
CTHUKH TIOKa HE CTaHJapTU3UpPOBaHbl. B nociennue
roJIbl BO BCEM MHUpE YIENSI0T 0OJblile BHUMAHUSI
CTaHJapTH3alli{, BHYTPEHHEMY M BHEIIHEMY KOH-
Tpomnto kadectBa npoueayp II'J]. OTo oueHnn Bax-
HO JUJISl CHMJKEHHSI OUIMOKM MeTojia, KoTopas MpH
HECOONIOJICHUN COOTBETCTBYIOIIUX TpeOOBaHUUI
MOET OBITh 3HAUUTEIbHON. CTaHAAPTU3AIUS TIPO-
uenyp III'/] mo3BosisieT MOBBICUTH Ka4Y€CTBO YCIYT,
CO03/1aTh ONTHUMAallbHbIC YCIOBHS JJIsi paboThI crie-
[[HAJINCTOB, MOBBICUTH 3AIMINEHHOCTD MAIlUEHTOB.
3T0 0c0OEHHO aKTyaJIbHO, KOT/1a TUATHOCTUKY IIPO-
BOJISIT 1O «TPAHCIOPTHON CXeMe» — T.€. pa3Hble
atansl DKO c [1I'/] BEIMONHAIOTCS B pa3HbIX MEIH-
OUHCKHX YUYPEXKJCHUSX, PACHOJOKCHHBIX B pa3-
HBIX TOpofax WJIM Jaxe cTpaHax. « TpaHcnopTHas
CXeMa» IIMPOKO HMCHOJb3YyeTCs Ha aMEepUKaHCKOM
KOHTHHEHTe U B EBporme. D10 cBs3aHO € TeM, 4YTO
MOKa DKOHOMHYECKH HE PEHTAa0EeIbHO COIEepKaTh
Joporocrosiiee 000py/I0BaHHE JJIsl TeHETHUECKHUX
UCCJICZIOBAHUN M IITAT BBICOKOKBAIU(UIIMPOBAH-
HBIX COTPYAHUKOB B HEOOIBIINX U CPETHUX KIIMHH-
kax BPT. Kniuanueckue u 1abopaTopHbIe MOapas-
JICJICHHUS CBSI3BIBAIOTCS C TOMOIIBIO CHEI[HATIbHBIX
KYpbEPOB M CTAHJAPTHBIX CPEJICTB KOMMYHHKAIIUN
(uaTepHeT, TeaedoH). OT YeTKOCTH KOOPAUHAIIUN
MeXy MOoJIpa3iesieHnsIMI BO MHOTOM 3aBHCHUT HC-
xo mukjioB DKO ¢ TIT'/1.

B nacrosimee BpeMs JBe KpyINHbIE MeEXIyHa-
poIHBIE MEAUIIMHCKUE opranu3anuu: Koncoprauym
'] (ESHRE) u MexayHapomHoe cooOIIECTBO
[T (PGDIS) nmponomkaroT pazpabarsiBaTh CTaH-
napTel aaa nposeaenus npouenyp I/ [15, 32].
AMepUKaHCKHE CHeIUaIucTbl — AMEpHUKaHCKOe
obmectBo BPT (SART — Society for Assisted
Reproductive Technology) mnpu AmepukaHCKOM
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Tabauya 1
Iloka3zanus K NPOBeJICHUIO NPECUMIIAHTAIHOHHON reHeTHYeCKOH JTHATHOCTHKH
Mertonpl
[Tokazanue ['pynmnsl nanuenToB
JIMarHOCTHKU
* HOCHTEIH I'€HHBIX MYyTaIUii, BBI3bIBAIOIINX MOHOTCHHbIC
3a00JIeBaHMs: ayTOCOMHO-PEIIECCUBHBIE, ayTOCOMHO- TIP
Boicokuii reHeTHUeCKH PUCK Mepeauyn JIOMHUHAHTHBIE, CLICIUICHHBIE C X- WM Y-XPOMOCOMOI)
HACJIE/ICTBEHHOHN MATOJIOTHHU ITOTOMCTBY . FISH, IIIIP,
* HOCHTEIHN XPOMOCOMHBIX aHOMAJINi{: YUCIOBBIC U CTPYKTYpPHBIC
a-CGH, SNP-
abeppanuu XpoMocoM
arrays
* SKEHIIUHBI CTapIIEro PEernpoayKTHBHOTO Bo3pacTta — 35 (38) met
U CTapIie;
* CyNpy’>KEeCKUE Mapbl, B aHAMHE3€ Y KOTOPBIX OTMEUEHO Oonee
. TpeX CIIOHTAHHBIX MTPEPhIBAHUH OEPEMEHHOCTH Ha PaHHUX
Beicokuii puck odpa3oBanust P pep P P FISH, TP,
cpokax (IIPUBBIYHOE HEBBIHAIIMBAHNUE);
aHEYIUIOUJHBIX T'aMET IIPU HOPMaJIbHOM a-CGH, SNP-
* MY>KYHHBI C TSDKEJIBIMHU HapyIICHUSIMHU CIIepMaToOTeHe3a:
COMAaTHIECKOM KapHOTHIIE arrays
OJIMTOACTEHOTEPATO300CTIEPMHUS, TSKENAs OJIUTO300CHEePMHUS,
a300CIepMus;
* CYHNpPYKECKHE Mapbl ¢ MOBTOPAIOIIMMUCS HEYIAYHBIMU ITOIIbITKA-
mu DKO (6osiee Tpex HeylIaqHBIX HOIBITOK HESICHOW TIPUYHHBI)
Beicokuii puck pa3BuTus y IOTOMCTBA * HOCHTEIH I'eHHBIX MyTaIUii 3HAUUTEIBHO MOBBIIIAIOMINX PHCK
TSDKEIOol 00Je3HH ¢ To31Hel MaHu(ecTanu- Pa3BUTHSI OHKOJIOTHYECKUX 3a00eBaHuii 1 00Je3Hel ¢ mo3aHel [11[P
eif, B T. 4. OHKOJIOTHUECKOT0 3a00J1eBaHuUs MaHudecTarueit
Hanmune B ceMbe pebeHKa ¢ TeMaTonoruye- .
o * HOCHUTECJIH HACJICACTBCHHBIX I'€MATOJIOTHYCCKHUX 3a60J’IeBaHl/Il/I;
CKOIf 060JI€3HBI0, HY)K/IAIOLIEr0oCs B Iepeca- .
* CEeMbH, B KOTOPBIX €CTh PEOCHOK OOJILHOM CIIOpauYecKuM TP
Ke JOHOPCKHX CTBOJIOBBIX T€MOIIOATHIECKHIX
TeMaToJIOTHIEeCKIM 3a00IeBaHEeM
KJIETOK JUIS ITPOJJOJKCHUS KU3HI
BbIcokuii puck TAXKeI0ro TeUeHus o
p . * JKEHCKOE HOCHUTEINILCTBO criennduueckoit myrarun Mt JHK TIP
MHTOXOHJIpHUAIbHON OOJIE3HH Y TIOTOMCTBA
* CyNpY>KECKHUE Mapbl, IO 0ObEKTUBHBIM NIPUYNHAM IIAHUPYIOIINE
[TnanupoBaHue ceMbu yrpy PEL, p 24 FISH, IILIP
poxIeHHe peOeHKa ONPEAETICHHOTO [oja

oOmiecTBe penpoayKTUBHONW MenuuuHBI (ASRM —
American Society for Reproductive Medicine) Taxxe
paboTarot B aTOM oOnactu [24]. Hegasuo B EBpore
3alyLIeHBI IPOEKTHI [0 BHEIIHEMY KOHTPOJIIO Kaye-
ctBa npouenyp II'J{: metonom FISH [11] u meTonom
[P [48]. Mexnynaponubsie [II'JI-coobmecTna,
oTnenbHble aBTopuTeThl B obOnactu II['J] u kon-
TPOJIMPYIOIIME MEIUIMHCKHE OpraHbl Pa3HBIX
ctpaH pekomeHaytoT BceM [II'/I-mabopatopusm,
NPONTH aKKPEAUTAILUIO B COOTBETCTBUM C MEKIY-
HapoJHO MPU3HAHHBIMU CTaHJAapTaMH KaudecTBa
WY TPOBOAUTH MEPOINPHUATHS, CIIOCOOCTBYIOIIHNE
Takoil akkpegurtanuu B Oyaymem. K Hacrosmemy
MOMeHTY B EBpore onmpoOoBaHbI ABE mpOrpaMMbl
MexayHapoaHOH opraHu3aluy N0 CTaHAapTH3a-
uun — MCO (ISO — International Organization for
Standardization) [41, 3].

31ech Mbl IPUBOJUM BO3MOKHYIO CXEMY MpPOBE-
nenust npouenyp I/l ¢ ydeTroM B3aumopeicTBus
pa3HbIX noapasaenacHuil kauHuku BPT u reneruue-
cKkoit nmabopatopuu, ¢ yuetom nposenenus [1I] o
«TpaHCTIOpTHOH cxeme» (puc 2). [lanHas cxema pas-
paboTaHa 1uIsl cTaHJapTU3ALUHU IPOILIECCOB, CBSI3aH-
HbIX ¢ [1I'/I, Ierkoro HaxoXK/1I€HUsl pa3HbIX ITAIIOB U
KOHTPOJIBHBIX TOYEK MPOLEAYPHI, & TAK)KE YCTAHOB-

JICHU S CBs3eH Mex 1y HUMH. CXema HeoOXoauma Jist
OBICTPOT'O0 KOHTPOIISI KadecTBa pabOThI CrielUalu-
CTOB (Bpaueil pernpoyKToJIOroB, Bpaueil — TeHeTH-
KOB, Bpaueii — J1aOOpaHTOB T'€HETUKOB, OMOJIOTOB,
CpeIHero MEAMIIMHCKOTO IIepCoHaNa U p.) U yH00-
HOM KOOpIUHAIINYU UX ICUCTBUIL.

III'1 pa3BuBaetcs yxe 6omuee 20 jet, 3a 3TO Bpe-
MsI IPOU3O0IIEN 3HAUUTEIbHBIM MPOrpecc TEXHUK
OKO, nosiBUIMCh HOBBIE METO/BI M 000PYI0BaHUE,
MO3BOJIAIOIIME PACHIMPUTH JHANa30H BO3MOXK-
Hocreir BPT. U3Menenus, npousoleniue 3a 310
BpeMsi B MOJICKYJSApHOW AMAarHOCTUKE ele Oonee
BHEYaTIAOlNE, B HacTtoswee Bpems [II'J] ume-
€T B CBOEM apCEHaj€ TOYHBbIE U yHUBEPCAJIbHbBIE
METO/bI, MO3BOJSIOIHE IIPOBECTU HUCCIEAOBAHUE
MHO>KECTBAa TF'€HETUYECKUX MAapKEPOB €IUHUYHOU
KJETKM MEHbLIE YeM 3a CyTKu. bmaromaps stomy
III'JI npeBpaThiiach U3 HKCIEPUMEHTAIBHOU IIPO-
Henypsl B IHCTBEHHYIO U CaMyI0 paHHIO Gopmy
ITJI, pacluupuB mpu 3TOM JUANA30H IMOKA3AHUM.
JanpHeiliiee pa3BUTHE METOAOB MOJEKYJSPHOU
JMArHOCTUKH, cTanaapTu3auus ux aus [I'] B co-
YETaHUU C YAYUYIICHUEM OPraHu3aluu U KOOPIH-
Hanuu npoueccoB B mukiax OKO c I1I']] obemaet
XOpOILINE NEPCIEKTUBBL.
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1. TMonyyeHue 3anpoca Ha nposefenue M metogom FISH/MLP |

v

2. KOHCynbTMpOBaHWe NauneHToB BPaYOM reHeTUKOM |

v

3. TeHeTNYecKoe 3aKMYEHMe: AnarHo3, pekomMeHaaLun no
HeobXxoaMMoMy 10-06CNe0BaHNt0, cxema nposeaeHus M4

v

4. TnaHnpoBaHue NpeknnHuyeckoro obcnenosaqusa neped N4 |

v

5. lpuem 1 npoBepka KayecTsa Matepuana
(06pa3LoB KpOBK /ApYriX TKaHel) 1 [OKYMEHTOB

COOTBETCTBYHOLLEE
Ka4eCTBO

Y

6. Pernctpaums n Koauposka 06pasLioB |

Nro-FISH | nranup

v

7. TpoBepKa LUTOreHeTU4eCKoro
JnarHosa n MHGopMaTMBHOCTU cxembl FISH

7
He noa-
TBEPXKEHO

NoATBEPXAEHO

KoppekTtuposka /
N3MeHeHne

\ 4

KOHTaKT ¢ naumeHTamm
(3aKaz4nkamm)

HECOOTBETCTBYHOLLEE Ka4€CTBO

8. lNpoBepka MHGOPMATUBHOCTY
aHanm3a Ha reHomHon JHK

He noj-
TBEPXKOEHO

NOATBEPXKAEHO KoppekTuposka /

N3MeHeHne

4

9. MpoBepKa cucTembl
Ha eNHIYHBIX KNETKaX

NoATBEPXAEHO
\d

10. OT4eT 0 pe3ynbTaTe NPEKNNHNYECKOTO NCCNEeA0BaHNS |

!

11. TnaHmpoBaHue 6uoncum KNeToK aM6prmoHa — 3anuch B pacnucanne npouenyp Mra |

/

N

12. buoncms B LEHTPE BbINOSHAOLLEM
FEHETUYECKYH0 IMarHOCTUKY

\ \ 4

COOTBETCTBYIOLLEro Ka4ecTsa npu 6uoncum 1 nogrotoske (dukcauus/

13. lpuem 06pa3LioB 1 JOKYMEHTOB, MOATBEPXKAEHNE WX

NepeHoc B NPO6UPKY) B APYrOM MEAULMHCKOM Y4peXaeHun

NOATBEPXAEHO He NOATBEPXAEeHO

\

14. Oukcauns

15. TepeHocC KNeTok B Npo6upKK

16. Peructpauus

KOHTaKT ¢ 3aKa34ukamu

aae C Nnuamnpyowmm 6ycgepom 1 KOANpPOBKa 06pa3LoB
np\‘ by Lu+ ybep i v pasu 06CyXeH1e fJanbHenwmx
JlencTBUN
—| 17. TeneTnyeckas guarnoctuka (FISH/MLP) |
17

| 18. AHanus pesynertatos MM v Bbiga4a 3akn4eHns |

P——

19. Bepudpukauus pesyneratos 1M1 no
JOCTYNHbIM 3MO6PUOHAM (He NOLCAXKEHHbIM, He
KPVOKOHCEPBUPOBAHHBIM, FOAHBIM ANS aHANN3a)

\

20. Otcnexxusanue pesynbratos IKO ¢ MY

!

21. MoHuTOpUHT 6€pEMEHHOCTI, NPeHaTaibHas AUarHoCcTuKa,
MOHUTOPWHT MOCTHATANIbHOTO Pa3BUTUS

Puc. 2. Cxema nposenenus npouenypsl [1I'] (o [41] ¢ coOCTBEHHBIMU MOIH(PUKALIHSIMH)
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Cratbsa npeactasneHa B. C. bapaHosbIM,
Orey «HUWMAT nm. A.O. OtTa» C30 PAMH,
CaHkT-lNeTepbypr

CURRENT STATE OF PREIMPLANTATION GENETIC
DIAGNOSIS

Loginova J.A., Chiryaeva O.G.

m Summary: Preimplantation genetic diagnosis was first
reported 20 years ago. During this time the range of possibilities
of assisted reproductive technology has expanded and the
possibility of molecular diagnosis of single cells greatly increased.
Preimplantation diagnosis has evolved from an experimental
procedure to an efficient form of Prenatal Diagnosis, which
broadened the indications for Prenatal Diagnosis and can be
applied at the earliest stage. This review shows the current state of
preimplantation genetic diagnosis and describes its capabilities.

m Key words: preimplantation genetic diagnosis; prenatal
diagnosis.
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