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MOJEPHU3UPOBAHHBIE METO/JIbI IPEUMILIAHTAIIMOHHOM
TEHETUYECKOM TUATHOCTUKU B PECITYBJUKE Y3EEKUCTAH.

Kammaxooocaesa M. X., Kyopamoea /[.111., Hazupoea M.Y.

[IpenmMmianTalmoOHHasi TEHETUYECKasl IMArHOCTUKA CyIecTByeT Ooisee 20 Jer,
3a 9TO BPEMS 3HAUUTEIHHO PACIIUPHUIICS IUANa30H BO3MOXKHOCTEH BCIIOMOTaTeNIbHbIX
PENPOAYKTUBHBIX ~ TEXHOJOTMA M  TOTEHIHAT  MOJIEKYJISPHO-T€HETUYECKON
JTUArHOCTUKM €IMHUYHBIX KJIeTOK. K HacrosiiemMy BpeMEHU MpeuMIUIaHTAIllMOHHAS
JMAarHOCTUKA MPEBPATUIIaCh U3 IKCIIEPUMEHTAIBHON MPOUEAYpPhl B JICHCTBEHHYIO U
caMyro paHHIOI (OpMY MpEeHATaTLHOW TUATHOCTUKH, PACIIIHPUB TIPH 3TOM JTUATIA30H
nokazanuii. B 00630pe npencTaBieHO COBPEMEHHOE COCTOSTHUE MPEUMILTAHTAIMOHHOMN
T€HETUYECKOW TMAarHOCTUKH, OMMCAHbI IPUHIIUIIBI U TTOKA3aHUSI K €€ TPOBECHUIO.

KirudeBble cjioBa: TMpEMMIUIAHTAIIMOHAsT TEHETUYECKash JUAarHOCTHUKA,
MpEHaTaJIbHAs TUAarHOCTHKA.

[IpenynpexaeHue poKICHUS JETeH C HacIeICTBEHHBIMU 3a00JICBaHUSIMHU
SBJISIETCSL OAHOM U3 aKTyaJIbHBIX 3a7]a4 COBPEMEHHOM MEIMIIMHBL. B HacTosiee Bpems
JUISL BBIMIOJIHEHUS 3TOW 3aJlaud HMCIOJB3YIOT METOJbl NMPEHATaJIbHOW IHUArHOCTUKHU
(ITX), HampaBieHHOW Ha BBIBJICHHE IATOJIOTMYECKUX COCTOSHUN y IUIOAA MpU
MPOTPECCUpyIoNe OEpeMEHHOCTH, U  MPEUMIUIAHTAIIMOHHONW  TI'e€HEeTHYeCKOM
muarHoctuku (ITTJI/PGD — Preimplantation Genetic Diagnosis), Mmo3BoJistomieit
HCCIIeIOBATh TE€HOM AMOPHOHA JI0 €r0 IIepeHoca B 0JIOCTh MaTKu. 11/l MOHOT€HHBIX 1
XPOMOCOMHBIX OO0JIC3HEH BBIIOJHSIOT B OCHOBHOM C HMCIIOJIb30BAHMEM HHBA3HUBHBIX
METOJIOB MOJIyYEHUS TIJI0THOTO MaTepraia (OMOoTcus BOPCUH XOPUOHA WIIH TIIAISHTHI,
AMHHOLICHTE3, KOPJOIEHTE3) M TOCJICAYIOMUM MOJICKYISIPHOTCHETUYECKUM WU
HUTOTCHETUYECKUM HucciegoBanneM. Ecnu npu [IJ] BBIABISIOT T'€HETUYECKOE
HapylieHUEe Yy TUI0JIa, TO OEPEMEHHOCTh MOXKET OBITh NpepBaHa HCKYCCTBEHHO. B
HEKOTOPBIX CIIy4dasiX CyIpyrd, OCBEIOMJICHHBIE O BBISIBICHHOW IATOJIOTHM Y IUIOJA,
MIPUHUMAIOT PEIICHUE COXPAHUTh OepeMeHHOCTh. [IprHATHE TaKOTO PEIICHUS TOJIKHO
OBITH 00s13aTETLHO MPOKOHCYJIBTUPOBAHO CIICIIHAIMCTOM, CYIIPY>KecKas apa JI0JbKHA
MMOHUMATh OTBETCTBEHHOCTb, KOTOpAs JIOXKUTCS HAa HUX W OTJAaBaTh ceO€ OTYET O
HEO0O0XOJIMMOCTH OOJIBIIINX MAaTEPUATIBHBIX U MOPAJIBHBIX 3aTPaT, CBI3aHHBIX C YXOJIOM
MU COLMAJIBHOM ajamnrtainureil Takux Jered. BakHo, 4TOOBI Cymnmpyrud 3HaAIU, 4TO
NPOJIOJKUTEIIBHOCTBIO JKU3HU JIFOJECH C TEHETUYECKOW MAaTOJOTMEW 3HAYUTEIbHO
MEHbIIe, yeM B HopMaibHOM mnonymsauuu. [II'J[ B ommume ot II[] mpoBomar mo
MMITJIAHTAIlMU YMOpHUOHA B CTEHKY MaTKu. [IpoBeneHre reHeTHYecKoi TUarHOCTUKA
710 UMITJIAHTAIIUU BO3MOXKHO TOJBKO B CITy4ae OTUIOJOTBOPEHUS in Vitro TO €CTh Mpu
UCIIONIb30BaHUM  BcemoMorarenbHbIX — penpoayKTUBHbIX — TexHosoruit  (BPT).
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[Ipouenypa I1I' /] BkiIFO9aeT OMOTICHIO OHON MUK OOJIee KJIETOK Y 00IUTa (TIOJIIPHBIC
Tena) uiu 3MOpuoHa (OiacToMephl, KIECTKH TPO(PIKTOAEPMBI) M UX TMOCIEAYIOIICe
IreHETUYECKOEe TECTHUPOBAHME HA T'€HHBbIE WJIM XPOMOCOMHBIE MyTaluu. B ciydae
OTCYTCTBUS TECTUPYEMOW MATOJIOTMH SMOPHUOH MOXKET OBbITh MEPEHECEH B IMOJIOCTh
MaTKU WM KPHUOKOHCEPBHUPOBAH JI0 NepeHoca B ciuenyrouieM nukie 9KO (puc. 1).
Ceityac HanOosiee MEPCIEKTUBHONW CUYMTAETCS JUArHOCTHKA 3MOPHOHOB Ha CTaJUU
OJIaCTOLIMCTHI, C UCCenoBaHeM 3—8 KJIEeTOK TpodakroaepMbl. B HacTosiee BpeMs
Ui TEHETHMYECKOTO HCCIEAOBAaHUS KIETOK HSMOPHOHOB OOBIYHO HCIIOJNB3YIOT
dbayopecuenTHyto in situ ruopuausanuio (FISH — Fluorescence in situ hybridization)
i nonuMepasnyro nennyio peakiuio (ITIIP/PCR — Polymerase chain reaction).
Pexxe ucnonb3yror 0Oosee AOPOrOCTOSIIUNA METOJ, — CPaBHUTEIBHYI0 T'€HOMHYIO
rUOpUAM3ALMI0 C MCIOJIB30BAaHUEM MHUKpOMATpull (array comparative genomic
hybridization — a-CGH).CoBpeMeHHBIE BO3MOXKHOCTH IMPEUMILTAHTAIAOHHOMN
TEeHETUYECKON JMArHOCTUKH OBICTPO pa3BUBAECTCS, W, MO-BHAMMOMY, B CKOPOM
oynymem pacuuput Bo3moxkHoctu DKO ¢ TII'/]. Tlokazanus x npoBenenuto I11']]
pa3leNsoT Ha HeCKOJIbKO Tpyni (Tad. 1).

Taoamma Nel
Ioxka3anue I'pynna nauueHToB Metoaml
AHATHOCTUKHU
Bricokui -HOCHUTENH I'€HHBIX MyTallUu, [P
reHeTHYeCKHil pucK BBI3BIBAIOIINX MOHOTCHHBIC
nepeaaumn 3a00JIeBaHUs: ayTOCOMHO-
HACJIe[ICTBEHHOH pELECCUBHBIE,
NATOJIOT MU MOTOMCTBY ayTOCOMHOJIOMUHAHTHBIE,
CLIEIUIEHHBIE ¢ X- WIH Y-
XPOMOCOMOM)
-HOCUTEIN XPOMOCOMHBIX FISH, ITLP, a-CGH,
aHOMAaJIMi: YUCIIOBBIE U SNParrays
CTPYKTYpHBIEC abeppaiuu
XpOMOCOM
Bbicokmnii puck * )KEHILUHBI CTapPIIETrO FISH, II11P, a-CGH,
o0pa3oBaHUIO PENpOAYKTUBHOTO BO3pacTa — SNParrays
aHeYILUIOHbIX raMmeT 35 (38) net u crapie; °
NP1 HOPMAJTbHOM CyNpy>KeCKHe Maphl, B aHAMHE3¢
COMATHYECKOM y KOTOPBIX OTMEYEHO OoJiee
KapuoTume TpEX CIIOHTAHHBIX MPEPHIBAHUIMA
OEpEeMEHHOCTH HA PAaHHHUX
Cpokax (IpHUBBIYHOE
HEBBIHAIIIMBAHUE); * MY)KUUHBI C
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TSKEJIBIMUA HApYIIEHUSMU
criepMarToreHesa:
OJINT0ACTEHOTEPATO300CIIEPMUSI,
TSDKEJIasi OJIMr0300CIePMHUs,
a300CIEepPMHUSI; * CYTIPYKECKUE
Mapbl C HOBTOPSIOUTAMHUCS
HeyAaYyHbIMU TonbITkKaMu KO
(6omee Tpex HEYIauHBIX
MOMBITOK HEICHOW TPUYUHBI)
Bbicokuii puck HOCHUTEJIM T€HHBIX MyTalUi [P
Pa3BUTHSI y MOTOMCTBA | 3HAYUTEJIHHO MOBBIIIAOIINX
TSKeJI0M 00JIe3HM ¢ | PHUCK PAa3BUTHUS OHKOJIOTUYECKUX
Mo3aHel 3a0oJieBaHUM U OOJIe3HEH C
MaHuduecTaueu , B no3aHe manudecTanue
T.4. OHKOJIOTHYECKoe
3a0oJ1eBaHue
Hanuumne B cembe HOCHUTEJN HACJIEACTBEHHBIX I1LP
pedeHka ¢ re€MAaTOJIOTUYECKUX
reMaToJIOrn4ecKou 3a00JIeBaHMI1; * CEMbH, B
00J1€3HBI0, KOTOPBIX €CTh peOCHOK OOJIHHOM
HYKIAK0LIErocs B CIIOPaANYECKUM
nepecajake J0HOPCKHX reMaToJI0THYECKUM
CTBOJIOBBIX 3a00JIeBaHUEM
reMono3TU4YeCKNX
KJIETOK /ISl
NPO0JIKEHUS] JKU3HHU
Boicokuii puck * )KEHCKOE HOCUTEIBCTBO [P
THAKEJIOr0 TeYeHU s cnienuuuecKor MyTaIuu
MHUTOXOHAPHUAIBHOM Mt/ IHK
00J1€3HU Y NIOTOMCTBA
I[LnanupoBanue ceMbu CYIIPYXKECKUE Mapsl, 110 FISH, ITL{P
00BbEKTUBHBIM MPUUYUHAM
IJIAHUPYIOUIUE POKIICHHE
pebeHKa onpeIeICHHOTO moJja

ITepBas rpymnma — BBICOKMI T'€HETUYECKUN PUCK MEpPENadyu HACJIEACTBECHHOM

IMaToJIOrMu IMOTOMCTBY. TaKy}o JAUArHOCTHUKY IIPOBOJAT AJIA HOCHUTEJIE T'€HHBIX U

XPOMOCOMHBIX AHOMAJMUA. DTO MOryT OBITh MOHOT€HHBIE 00JIe3HH (ayTOCOMHO-
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pelLeCCUBHBIE, ayTOCOMHO-IOMUHAHTHBIE, CLIETUICHHbIE ¢ X- WIH Y -XpPOMOCOMOI), a
TaK)K€ XPOMOCOMHbBIE aHOMAIMH (YUCIIOBBIE U CTPYKTYpPHbIE abeppaliu XpoMOoCcoM).
Bpauy-reneruky, 3ajjaua KOTOpOro NoMo4b CEMbE UMETh 3I0pPOBOr0 peOeHKa, BayKHO
OMHHTB, YTO CPEAM MALUEHTOB, HYXKIAIOUIUXCS B TAKOW JUATHOCTUKE, MOTYT OBITh
MalMEeHThl ¢ TOHAIHBIM MO3AWIIM3MOM. A 3HAYUT, TEHETUYECKUI aHanu3 olpasia
KPOBH TAllMEHTAa HE MOKAKET HAJIUYMS y Hero MyTtanuu. [IpenmnonoxuTs roHaaHBIN
MO3auIM3M Yy AlUEHTa MOKHO 10 JAHHBIM aHAMHECTUYECKOTO aHAIN3a €ro CEMbU —
UCCIICIOBAaHUSI MMEIOIINXCS B CEMbe OOJIbHBIX JeTel, Marepuaia adopTycoOB OT
OpeabLAynmx OepeMeHHOCTe U SMOPHOHOB, ModydeHHbIX B 1ukiax OKO. Bropas
rpynna — HaJIM4he BBICOKOTO pPHCKa OOpa30BaHUSl aHEYIUIOUJHBIX TaMeT Mpu
HOpPMaJbHOM COMAaTHYECKOM KaphoThmne. B 3TOM cilydae aHaIM3UPYIOT YHUCIIO
OTPENICICHHBIX XPOMOCOM Y JOUMIUIAHTAIIMOHHBIX YMOPHUOHOB. TaKyro TUAarHOCTUKY
Ha3biBatlOT [IpenmMranTaumonHbelii  reHetudeckud  ckpununr (II'C/PGS  —
Preimplantation Genetic Screening). B nactosimee Bpems meroaoMm FISH moxHO
PYTHHHO OnpenenuTh yucio 9—12 xpomocom. TecTupyeMbie XpOMOCOMBI BBIOMPAIOT,
UCXOAS W3 HMX 3HAYMMOCTH JI TPEHATAIBHOTO W IOCTHATAJIBHOTO PAa3BUTHS.
Ilemecoobpa3Ho TecTupoBaHue yncia xpomocom — 8, 9, 13, 14, 15, 16, 17, 18, 21, 22,
X, Y [17, 8, 29]. Iloka3aHO, YTO ONpEJEICHUE YHCIIa TATH XPOMOCOM IT03BOJISIET
BbISIBUTH 40 %, a nBeHaanaTtu XxpoMocoM okojo 90 % Bcex XpOMOCOMHBIX aHOMaIUN
y 3MOpHOHOB JocTUrmmx craauu Onacrouuctsl [18]. Meton a-CGH, mo3Bomsier
OTPENIEIIATh YUCIIO BCEX XPOMOCOM UeJIOBEKa U UCCIIEIOBATh HecOaIaHCUPOBAHHOCTh
M0 OT/AEJIbHBIM XPOMOCOMHBIM CerMEHTaM. B mocieaHue Tpu rojia €BpoIeiicKkue
ctpanbl U CIIIA Hauvanu akTuBHO ucnonb3oBaTh Meton a-CGH nna I/ [23, 5, 16].
Ucnonb3oBanne SNP-arrays — MukpoMarpuil Ha OCHOBE OJTHOHYKIIMOTUIHBIX 3aMEH
(SNP — single nucleotide polymorphism), mo3BosisieT 0HOBPEMEHHO MapKUPOBATh
0oJiee MIUJTMOHA XPOMOCOMHBIX JTOKYCcOB [44, 10]. ITepcriektuBel a-CGH, nms I1I'C
OYEBUIHBI, HO MOKa HAPAY C BBICOKOW CEOECTOMMOCTBIO, METO]l UMEET HEJOCTATKHU:
HEBO3MOXHOCTh OMNPEACIUTh IJIOMJAHOCTh KJIETKM U HEBO3MOXHOCTh OTJIMYUTH
KapuOTUI CO COAJIAaHCUPOBAHHON CTPYKTYpPHOM MEPECTPOMKOM XpOMOCOM OT
HOpMaJibHOTO. [lOBBINIEHHBI pHUCK O00pa30BaHMsI AHEYIUJIOMJIHBIX TaMET HUMEIOT
CEAYIONIUE rPYyNbl HAaMEHTOB: 1. YKeHIMHBI cTapiiero penpoayKTUBHOTO BO3pacTa
— 35 ner u crapure. 2. CynpyXecKue mapbl, B aHaMHE3€ Y KOTOPBIX OTMEUYEHO Ooliee
TpEX CIOHTAHHBIX MPEpPhIBAaHUI OEPEeMEHHOCTH Ha paHHUX CpPOKax (TMPUBBIYHOE
HEBBIHAIIMBAHUE). 3. MyXYUHBI C TSKEIbIMU HapyIICHUSMU CIIepMaToreHe3a —
OJINTOACTEHOTEPATO300CIIEPMHUS, TshHKENas OJIMTO300CIepMHUsi, azoocrepMus. 4.
Cynpyxeckue napbl ¢ TOBTOPSIOIIMMHUCS HeyAauHbIMU nonbiTkamMmu KO — Oornee
TpeX HEYJAYHBIX MOMBITOK (CJIETyeT TOMHHUTB, YTO 3Ta rPyIia 0COOCHHO reTeporeHHa,
00s13aTeNbHO JOKHBI OBITh MCKIIOUEHBI Apyrue (axropsl Heygau DKO). Baxno
MMOMHUTB, YTO Y BCEX MaIUEHTOB, HarpaBisieMbix Ha [11'C, nomkeH ObITh TOITBEPKACH
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HOPMAJIBHBIN KapUOTHII, a JIsl TIAIMEHTOB 2, 3 ¥ 4 TpyNN JOJKHBI OBITh UCKITFOYCHBI
HereHetnyeckue npuunHbl natosioruu. Ha III'C mpuxomurtcs okomo 60 % Bcex
npoBoauMbix B mupe I1I'/[, oqHaKo 0 3HAUMMOCTH JOUMIIJIAHTALIHOHHOTO CKPUHHUHTA
aHEYIUIOUANI y>Ke MSTh JIET BEAYTCA CIOPHI cpeau crenuanuctoB B oomactu IKO.
I[II'C navanu npoBoauTh B Haudane 1990 romoB [12, 25] ¢ menbio yiaydlieHUs
pesynbpTatoB KO 3a cuet mepeHoca B MOJIOCTh MAaTKU SMOPHOHOB 0€3 aHEYTUTOU I
HauOojee 3HAaYMMBIX JJI1 TIpe- ¢ T[OCTHATalIbHOTO pa3BuTUs. Tak Kak
MHOTOYHMCIICHHBIMH MCCIICIOBAHUSAMHU OBLIO moKa3zaHo, 4To 50—60 % cmoHTaHHBIX
npepbIBaHUN OEpeMEHHOCTEN paHHEro CPOKa CBSI3aHbI C XPOMOCOMHOM MaTOJIOTUEN Y
wiona [9, 20], 6pUT0 MOHATHO, UTO NpHU nepeHoce 3MOpuoHoB nocie [1I'C vacrora
CIIOHTAHHBIX TMOTEPh OEpPEeMEHHOCTH OYyJET MEHbBIIE U, CJIEeI0BaTEIbHO, PE3YJIbTaT
OKO nyume. Kpome Toro, mpu mnepeHoce 3MOpPUOHOB 0O€3 YaCThIX XPOMOCOMHBIX
aHOMAaJui, Mpeanojarajoch yBeluueHue 4actorbl umiuiantaruu. K 2010 r. Obun
MOJYyYEeHbl MHOTOYHUCIICHHBIC PE3YIbTaThl, CBUACTEILCTBYIOIIME O TOM, 4YTO IPHU
npoBeneHun [1I'C yBennuyuBaeTcsi yacToTa UMILIAHTALMKM, CHUYKAIOTCS CIIOHTAHHBIE
noTepu OEPEMEHHOCTH PAHHETO CPOKA, YBEITMUUBACTCS YACTOTA POXKICHUS 3I0POBBIX
nereit (“taking home baby”) mocie 9KO B cembsix u3 rpymm pucka [39, 46, 33, 13].
BonpunHCTBO omyOnukoBaHHbiXx 1o  [II'C  gaHHBIX  TOJy4eHBI B
HEPaHIOMU3UPOBAHHBIX PETPOCIEKTUBHBIX HCCIICIOBAHUSAX, HMEIOIIUX BBICOKUM
ypOBeHb  3HauuMoOCTU (2- winM  3-#  ypoBEeHb  3HAYUMOCTH), OJHAKO,
pangoMusupoBanHbie uccienaoBanus (PU) B »Toil oOnacTh mTpakTUUECKH HE
npoBoauianck. B 2023 roay TOJUIaHICKOW TPYNNOW CHEUUATUCTOB  OBLIM
omyOnuKoBaHbl pe3ynbrarbl Oonbinoro PU adgdexktuBnoctu II'C [19]. PesynbraTs
ropopuin 00 orputareabHoM dpdexre [1T'C Ha ucxoas! mukaoB KO, 4To mocayKuso
HayajoM IPOJIOJHKAOMIEHCS 10 CUX TIOP JUCKYCCUU CPEAU PA3TUYHBIX CIIEHHAINCTOB
PENPOAYKTUBHOM MeIUIMHBI. MccrnemoBaHnue rojulaHACKOM TPYyIbl UMEET MHOTO
CYIIIECTBEHHBIX METOJUYECKUX HEAOCTATKOB, KOTOPhIE MOAPOOHO H3JIOKEHBI B Psifie
aBTOPUTETHBIX myOnukamuit [6, 45, 43]. DOTu HemocTaTku JIeNalT  €ero
HECOCTOSATEIBbHBIM i1 BbIBOJIOB O 3HauuMocTu III'JI B DKO, omHako Helb3s HE
CKa3aTh, YTO 9TO HCCIIEOBAaHUE OBIJIO OUEHD MOJIE3HBIM JIJIS IEPECMOTpa MOKa3aHUH K
[II"C, metoamueckoro mporpecca B I1I']l, pa3paboTku cucTeMbl KOHTPOJIS Ka4eCTBA B
[II'’I u maxe CTUMYISAIMUA WCCIAEAOBaHWM B 0o0nacTu sMOpuosiornu uesioBeka. K
HacToALlEMY MOMEHTY omnybnukoBano Bcero 12 PU no III'C [19, 30, 7, 21, 34, 36, 37,
50, 40, 2, 26, 35], mpoBeAeH MeTa-aHAIM3 ATUX HccienoBanuil [22-61]. Bcee
onyOnukoBaHHble PV uMerOT 3HauMTENIbHBIE HEAOCTATKU (CIOPHBIE METOAUYECKUE
MOAXO/IbI, HEAOCTATOYHOE KOJUYECTBO IMAIMEHTOB, OPraHU3allui0 — <JIU3alH»
UCCIICIOBAHUS U JIp.), YTO JI€JIAeT HEBO3MOXKHBIM Ja)e C MOMOIIbI0 METa-aHalIn3a
caenarb oaHOo3HauHbI BeIBOJ O BiausiHuU III'C Ha pesynbsrar OKO. IloHsATHO, 4TO
HeKoppekTHO opranu3zoBanHbiii [II'C He Oyner ymywmate pesynbrar OKO, a
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nanpHenmee nposegaeHue P B ToM Buae, Kak OHO NPOBOAUIIOCH, HE UMEET CMBICIIA U
HEATUYHO 0 OTHOUIEHUIO K MalueHTaM. Bee crienuanucTsl CorjnamaroTes ¢ TEM, YTO
BBICOKHH YPOBEHb MO3auIIM3Ma JOUMILIAHTAIMOHHBIX SMOPUOHOB YeJIOBEKAa CHIDKAET
MOJIOKUTENbHBINA (PP EKT TOUMIUIAHTAIIMOHHOTO CKPUHUHTA aHeyTUIonaui [6, 45, 43,
49] — HyXHBl HOBBIC METOJMYCCKHAC ITOJXOJbI, a TAaKXKE JIONOJHUTCIbHBIC
MCCIICIOBAHMSI 3HAYMMOCTH MO3aullM3Ma JiJIsi Pa3HbIX CTaauid SMOpPHUOHAIBHOTO U
IpeHaTalbHOro pa3Butus yenoeka. Hecmorps Ha ciopsl Bokpyr III'C nousaTHO, 4TO
MIpU IPaBUIILHOM OpraHu3allui METO]T 3HAUUTENBHO paciupsieT Bo3MoxxHocTH KO u
€ro MO>KHO Ha3BaTh CaMbIM paHHUM MeTofoM [1/], mpenroTBpamarmumM HMILTAHTAIUEO
SMOPHOHOB C TIOJHBIMH W YaCTUYHBIMM aHEYIUIOMIUSIMU W, CIIeI0BATEIbHO,
peIOoTBpAIIAIONIMM CIIOHTaHHBIE MPEphIBaHUSI OEPEMEHHOCTU U POXKJICHHUE JIETEH C
XPOMOCOMHOM Tmartonoruen. Tperbst rpynna — HOCHUTEIBCTBO TE€HHBIX MYTAaluH,
KOTOPBIE MOTYT BBI3bIBaTh OOJIE3HU C MO3AHEH MaHudecTaluei, TPosBISIONIUECS B
3pEJIOM WJIM TOXKWJIOM BO3pacTe, B TOM YHCJIE MyTalMd MPEapacloyiararolnx K
Pa3BUTUIO OHKOJIOTMYECKMX 3a0oieBaHMil. Takoe HOCUTEIbCTBO HE SBISIIOCH
CTaHJApPTHBIM TOKa3zaHueM s npoBeneHus 1/, ogHako B HEKOTOPBIX ClIydasx,
HanpuMmep mpu MyTtauuu reHa RBI1, mnpenpacnonararomeid kK BO3HUKHOBEHHUIO
PETUHOOJIACTOMBI, BEPOSITHOCTh Pa3BUTUS OOJE3HU y MMOTOMKOB B Cliydae mepeaadu
MyTaHTHOM amienn okoio 90 %. [enatre IIJ[ ¢ mociemyromuM BO3MOXHBIM
npephiBaHUEeM OEPEMEHHOCTH JUIsl JAaHHOW TPYIIbl MalMEHTOB HE CUUTAETCS
onpasnanubiM. [II'J[, HanmpoTuB, MoOXeT ObITh BbIOpaHA CyNpyramm JJis
MpeoTBpaIleHuUs nepeadn 00JI€3HU CICIYIOUM TOKOJIEHUAM. B HacTosee BpeMs
pa3paboTanbl cxemsl mpoBeaeHus I11']] 1715 TakuX OHKOJIOTMYECKUX 3a00IeBaHUN KaK
cunapoM Jlu-®paymenn (p53), perunodiaactoma (RB1), cemeitnsiii monumnos (APC),
Heripopuodbpomato3 I (NF1) u II (NF2), ceMelinbIii pak MOJIOYHOM KeJIe3bl U SUYHUKOB
(BRCA1, BRCA?2), arakcus-tencanruodkrazusi (ATM) u ap. [42]. OnyOaukoBaHb
pesyabTathl yenemHow [T npu panomposiistonieiics ceMeitHo Gopme OoJie3Hn
Anpureiimepa (mytanusi rena APP) [27]. YeTtBepras rpynmna — HaJudue B CEMbE
pebeHKa ¢ reMaToJOTMYEeCKON OOJIe3HBI0, HYXKIAIOIIETOCs B TMEpecajike JTOHOPCKUX
CTBOJIOBBIX T€MOITOATHYECKUX KJIETOK JIJIs MPOJAODKeHHS KU3HU. BriepBbie mogo0Has
III'/, 6pma BeIOTHEHA 11 JeT Ha3zag mjIs criaceHUs JSBOYKH OOJILHON aHeMHEi
®dankonu [28]. [Tociie 3TOro HECKOJBKO JIET €BPONEHCKHUE CIIEIUATTUCTBI 00CY X aaIn
3Tu4HOCTh Takou I/l m mpunum K BBIBOY, YTO 3Ta AUArHOCTHKA UMEET MPaBO Ha
cymiecTBoBaHue. B HacTosiiiiee BpeMs JiedeHHE OOJIbHBIX CHOJMHIOB C MOMOIIBIO
Mepecagki CTBOJIOBBIX KJIETOK KOCTHOTO Mo3ra 370poBbiXx HLA-UIeHTHYHBIX
OpatbeB/cectep, poauBmuxca B pesynbrare DKO c III'JI He peakoe coObITHE.
ITonsTHO, uTto mpoBeneHue II/[ B maHHOM cilydyae HEBO3MOXKHO, TEOPETHUYECKas
BepossTHOCTh ISSN 1684-0461 78 Marepuansl V Beepoccuiickoit koH(pepeHITuu ¢
MEXKIyHapOAHbIM yuyacTueM «lIpeHaranbHasi JUarHOCTUKA U T€HETUYECKUU MaclopT
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— OCHOBBI MPOPUIAKTUISCKON MEIHWIIMHBI B BEK HaHoTexHojorui» TOM LXI
BBIITYCK 3/2012 poxaenust 3q0poBoro HLA-coBMecTuMOro ¢ 0oJibHbIM peOeHKa
Hu3Ka. Ha ceronHsmHuil JeHb CYIIECTBYIOT CIEAYIOIIME MOKa3aHUS K IPOBEACHUIO
I[II'I ¢ HLA-TunupoBaHueM: HacleACTBEHHbIE 3a00JIeBaHUS, OCJIOXKHEHHBIC
HEJAOCTAaTOYHOCTHIO KOCTHOTO  MO3ra, reMo0JacTo3bl, HMMMYHOACDULUTH U
MeTabonnueckue 3a00JIeBaHusl — TaKue Kak X-CLETJICHHAs apeHOICHKOTUCTPOusI.
Kpome Ttoro, npenmmantannonHoe HLA-TunupoBaHue NPUMEHSIOT IJIS JI€UECHUS
CIIOPATUICCKUX TEMATOJIOTHIECKUX 3a00I€BaHNM, BIIEPBHIC METOJ] HCTIOIL30BAIN JIJIS
JedeHus cuOJiMHra OOJIBHOTO THIOIUIACTHYECKON aHemuer bmakdena—/lalimonma
[38]. Ilsaras rpynma — HOCUTEIBCTBO T'€HETHYECKUX OOJIe3HEH, BBI3BAaHHBIX
myTarusayMu B muToxoHapuanbHeiX JIHK (MTIHK). Tak kak 3urora mosiydaeT Bce
MUTOXOHAPUM U3 SULEKIETKHU, 3T OO0JIE3HU HACJIECIYIOTCS M0 MAaTEPUHCKOW JIMHUHU.
MuToxoHapuaibHble 00J€3HH, BhI3BaHHbIE MyTanusamu saepHoi IHK, nepenatorcs
10 MEHJICJIEBCKUM 3aKOHaM, CJIeJ0BaTeIbHO, cxeMa npoBenenus [11']] nqomkHa ObITH
TaKoM e, Kak JUIsi MOHOTE€HHBIX 3a0oseBanuii. HacinenoBanrue MUTOXOHAPUATIBHBIX
Oonesnei, BbI3BaHHBIX MyTamusamMu  MTJHK, ycnoxxkHeHo reteporuiazmueit
(reHeTUYeCKON TreTepOreHHOCTHIO MOMYJISIIMT MUTOXOHPUIA), PA3IMUYHBIM YPOBHEM
reTEPOIIa3MUN B Pa3HBIX OOLUTAaX, CIy4alHbIM pactpenencHueM Mosekyn MTIHK
MEXK]Ty KJIE€TKaMu OJaCTOIUCTHI, U TEM, UTO J0JIs MyTaHTHBIX Mosekya MT/IHK moxer
MO-Pa3HOMY HU3MEHSATHCS B TKAHSAX B MPOLIECCE PA3BUTUA M KU3HU OpraHu3Ma.
[IposiBnenne Oosie3nel, BbI3BaHHBIX MyTanusmu MTJIHK, ouenp BapuabenbHO,
CUMIITOMBI HEKOTOPBIX OOJIE3HEH pazIMYaroTCs KaK MEXKIY CEMbsIMU, TaK U BHYTPU
OJIHOM ceMbH. [laxke mpu HATMYUU 3aBUCUMOCTH TSKECTH 0O0JIE3HU OT OINPEICTICHHON
myTtauun MTIHK u yncima MyTaHTHBIX MOJIEKYJ, CYHIECTBYIOT MHOTOYHMCIICHHBIC
WCKIIIOUEHUs. TpyIHOCTh NPEACKA3aHUs TEUYEHUs i1 MHOTMX MUTOXOHIPHAJIBbHBIX
Oone3Hei, 1 HeBO3MOKHOCTH 1pu npoBeneHuu [1I'J] oTo6paTh SMOPHOHBI TOTHOCTHIO
cBoOoaHbIe 0T MyTanTHOU MT/IHK nenaet oueHb ClI0OKHBIM MPOBEJEHUE TAKOTO Poja
IIT'/1 [31]. B Hacrosmee Bpems pexkomeHayroT passusath [11'/] nma mTtIHK myranuin
B IMpeJenax Hay4YHO-UCCIEA0BATENbCKOTO  MPOTOKOJa U MH(OPMUPOBATH
MMOTEHIIMAJIBHBIX POAMTENEH, uTo mepBbid Uk [1I'J] MokeT OBITh BBITIOJHEH JIMIIb
1t cOopa mHGOpPMaIK OTHOCUTENLHO Haie:kHOCTH Metoza [31]. K cerognsmaemy
JTHIO OIMyOJIMKOBAaHO HEMHOTO JaHHBIX O kimHuuyeckux mmknax [T mpu mtIHK
myTarusx [4, 47]. lllecras rpynma — omnpejeneHne moja dMOPHOHOB C IIEJBIO
ImIaHupoBaHus cembu. B eBpomeiickux crtpaHax u CIIIA, Takyro IHarHoCTUKy
Ha3bIBAIOT «BBIOOP IMOJa MO COLMAIBHBIM MOKa3aHusM — social sexingy». CoriacHo
nanHbeiM koHcopimyma [1T'J] ESHRE (EBporneiickoe cooO1iecTBo pernpoayKToiaoroB 1
AMOPHOJIOTOB YEJIOBEKa) BO BCEM MHPE MPOUCXOIUT CHIKCHUE TaKWUX JUATHOCTUK.
CornacHo mocieHuM OnmyOIMKOBaHHBIM JJaHHBIM KOHCOpIyMa, nois takux 111 B
2007 r. cocraBuina 1,6 %, a B npenpiaymue aeBath Jet — 2,7 % [14]. IIpoBenenue

@ http://web-journal.ru/ [ 270 ] 18-son_3-to’plam_Aprel -2024


http://web-journal.ru/

e - . . . . ) ISSN: 3030-3621
Ta'lim innovatsiyasi va integratsiyasi

[II'JI ¢ uenpro IUIAHUPOBAHHS CEMBHU HEIIb3sl CUATATh OJHO3HAYHO OIPABIAHHBIM.
OpnHako ecnu cpaBHHUBaATh 3TOT MeTol ¢ IIJ[ mpoBOAMMON C LeNbIO TIAHUPOBAHUSA
CEMbHU, TJiIe B OOJILIIMHCTBE CIy4yaeB IPHU BBISBICHUHU IUIOAA «HEHY>KHOTO» IO0JIa
npernosiaraeTcs UCKyCCTBEHHOE mpepbiBanue OepemenHoctu, I1I']] kaxxercs Goiee
rymanHoil. C Hoa0ps 2011 roma B Poccuiickoit ®exeparum BbIOOp TMONa
JOUMIUIAHTALIMOHHBIX A3MOPHOHOB I IepeHoca 0e3 MEAMIMHCKUX MOKa3aHWUn
3anpemneH 3akoHoM [1]. HecMoTps Ha TO, 4TO TOMMIUIAHTALMOHHYIO TUATHOCTHKY
npoBogAT ¢ 1989 r., meronsl III'J[ m koopAMHAIMS MPOLECCOB MPU NPOBEICHUU
IUAarHOCTUKHM IOKa HE CTaHAAPTU3WPOBaHbl. B mocienHue roasl BO BCEM MHPE
yIENSAI0T O0JIbIlle BHUMAHUS CTAaHIAPTU3AIMH, BHYTPEHHEMY U BHEIIIHEMY KOHTPOJIIO
kauectBa npoueayp II'Jl. 3To oueHb BaXKHO AJII CHUKEHUS OLIMOKUA METO/1a, KOTopas
IpU HECOOJIOJIEHUN COOTBETCTBYIOUIMX TPEOOBAHUN MOXKET OBITh 3HAYUTEIBHOM.
Crangaptuzauus npouenyp III'J[ mo3BosisieT MOBBICUTH KA4e€CTBO YCIYr, CO34aTh
ONTUMAJIbHBIC YCJIOBUSI JUIsi PpabOThl CHEUUAINUCTOB, MOBBICUTH 3aIUIIEHHOCTD
MAalMEHTOB. OJTO OCOOEHHO aKTyaJlbHO, KOrJa JUAarHOCTUKY MPOBOAAT IO
«TPAaHCHOPTHOU cxeme» — T. €. pa3Hble 3Tanbl KO c 1"/l BEIMONHSAIOTCS B pa3HbIX
MEIUIMHCKUX YUPEKICHHIX, PACIIOJIO0KEHHBIX B Pa3HBIX FOpOAaxX WM J1aXKe CTpaHaXx.
«TpancnopTHast cxeMa» MIMPOKO UCIOIb3YETCd HA aMEPUKAHCKOM KOHTHUHEHTE W B
EBpomne. JT0 cBsi3aHO € T€M, YTO MOKa SKOHOMHUYECKH HE PEHTAOENIbHO COAEpP’KaTh
JOpOrocTosiliee O00OpyAOBaHHME [UJIi TEHETHYECKUX HCCIEJOBAaHUM U  IITAT
BBICOKOKBAJIU(PUITUPOBAHHBIX COTPYAHUKOB B HEOOJIBIINX U CpeHUX KiInHUKax BPT.
Knuauueckne u  mabopaTopHble MOJpa3JEiICHUS CBS3bIBAIOTCS C  MOMOILBIO
CHEeIUaIbHBIX KYphEpOB U CTAaHJAPTHBIX CPEACTB KOMMYHUKAIIUU (MHTEPHET,
tenedoH). OT 4eTKOCTH KOOPIMHALIMN MEXKY MOPa3ACIICHUSIMU BO MHOTOM 3aBHCHT
ucxon uukiaoB DKO c III'/[.B Hacrosiiiee BpeMsi ABE KPYHHBIE MEXIYHAPOIHBIC
MenuuuHckue opranuzanuu: Koncopuuym III'JI (ESHRE) u MexaynapoaHoe
coobmectro I1I'JI (PGDIS) nponokaroT pazpadbaTeiBaTh CTaHAAPTHI AJ1s IPOBEICHUS
npouenyp I/ [15, 32]. AMepukaHCKHUE CIEUAIUCTBl — AMEPUKAHCKOE OOILIECTBO
BPT (SART — Society for Assisted Reproductive Technology) npu Amepukanckom
ISSN  1684-0461 79 Marepuanst V  Bcepoccuiickoifi  KOH(GEpPEHIIMH  C
MEXKIyHApOAHbIM yuyacTueM «lIpeHaranbHasi JUarHOCTUKA U T€HETUYECKUN MaclopT
— OCHOBBHI MNPO(MUIAKTHICCKOW MEIUIMHBI B BeK HaHoTexHojorui» TOM LXI
BBIITYCK 3/2012 obmiectBe penpoayktuBHoi memuiabl (ASRM — American
Society for Reproductive Medicine) Takke paboTtaroT B 3Toi1 obsactu [24]. HenaBHO
B EBpomne 3amyiieHsl IpOeKThl 110 BHEIIHEMY KOHTPOJO KayectBa npouenyp I/
Metrogom FISH [11] u meromom IILP [48]. Mexnynapoansie III'J[-coobimiecTna,
oTnenbHbIe aBTOpUTETH B 0o0iacTu [1I'J] n KoHTpoHpyronue MEAUIIMHCKAE OPTaHbl
pa3HBIX CTpaH pekoMeHayroT Bcem [II'/[-mabopaTopusiM, IPOUTH aKKPETUTAIUIO B
COOTBETCTBHUM C MEXKJYHAPOJAHO TMPU3HAHHBIMU CTaHJAapTaMU KauecTBa WIIH
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MIPOBOJIUTH MEPOIPHUATHUS, CIIOCOOCTBYIOIIME TAaKOW akkpeauTaruu B Oymymem. K
HacTosieMy MoOMeHTy B EBpome ompoOoBaHbl J1Be Mporpammbl MeXayHapOoaHOU
opranuzainuu no crangaprusamuun — MCO (ISO — International Organization for
Standardization) [41, 3]. 3mech Mbl NPUBOJUM BO3MOXKHYIO CXEMY IPOBEIACHUS

npouenyp III'Jl ¢ yueTom B3auMOJIEUCTBUS pa3HbIX NoApa3aeiieHuid KIMHUKU BPT u

reHEeTUYECKOM 1abopaTopui, ¢ yuetoM nposenenus [1I']] mo «rpancnopTHOi cxeme»

(puc 2). Jlannas cxema pazpaboTaHa JJisi CTaHAAPTU3ALKUK MPOLIECCOB, CBA3AHHBIX C

[II'JI, merkoro HaxXOKJIEHUS PA3HBIX 3TANlOB M KOHTPOJBHBIX TOYEK MPOLEAYPHI, a

TaK)KE€ YCTAaHOBJIEHHS CBs3ell Mexay Humu. CxemMa HeoOxoauma Jjsi OBICTPOTO

KOHTpPOJISl KauecTBa pabOThl CHEIUATMCTOB (Bpadeil pernpoayKTOJIOroB, Bpadeil —

IeHETHUKOB, Bpauell — J1a00OpaHTOB I'€HETUKOB, OMOJIOTOB, CPEAHETO METUIIUMHCKOIO

NepcoHasa u Ap.) U ynoOHou koopauHauuu ux aeiictui. I1I'Jl pa3BuBaercsa yxe

oonee 20 yer, 3a 3TO BpeMsl MPOM3OLIEN 3HAYUTENBHBIN nporpecc TexHuk OKO,

MOSIBWJICh HOBBIE METOJbI U 000pYy/IOBaHHUE, MO3BOJISIONINE PACIIMPUThH JAUANa30H

Bo3MokHOcTe BPT. M3MeHeHus, mpou30LIeAme 3a 3TO0 BpeEMS B MOJIEKYJISIPHOU

JMArHOCTUKE elle Oosiee BrewaTisitoniue, B Hacrosiiee Bpems [/ umeer B cBoeM

apceHase TOYHbIE U YHUBEPCAIbHBIE METO/IbI, IO3BOJISIIOIINE TPOBECTH UCCIIEIOBAHHE

MHOKECTBA T'€HETUYECKUX MApKEpPOB €IWHUYHOW KJIETKHM MEHBIIE 4Y€M 3a CYTKH.

bmarogapss stomy III'JI npeBpatmnack W3 JKCIEPUMEHTAIBHOM NPOLEAYPHI B

JNEUCTBEHHYI0 M caMylo paHHioo ¢opmy IIJI, pacmupuB npu 3TOM [Mana3oH

nmokazanuii. JlanpHelmiee pa3BUTHE METONOB  MOJIEKYJSIDPHOM — JTMarHOCTHKH,

cragmaptuszanua ux g8 III'JI B codyeraHnu C yIaydlIEeHHWEM OpraHu3allud U

KoopauHaiuu npoiieccoB B rukiiax OKO ¢ [1I'/] obenraeT xopoine nepcrneKTUBHI.
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