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Ileav. Paspabomame memoo onpedeseHuss MAMePUHCKO20 UAU OMUOBCK020 NPOUCXONCOCHUS XPOMOCOMHBLX
aneynaouduii amopuona c nomowpto STR-anaruza y nayuenmoe npoepamm 6CHOMO2aAmMeNbHblX
penpodykmuervix mexuonoeuit (BPT).

Mamepuaaot u memooot. Pazpabomka eeaacs ¢ UCNOAb308AHUEM Mamepuasa O6Uoncuu mpogaxKmooepmoi
ambpuonos 58 nap nauuenmos (116 uenosek). I[lpedumnianmayuonHoe eenemuyeckoe mecmuposaHue
Ha aneynaouduu (III'T-A) u monocenHvle 3abonesanus (IITT-M) ocywecmensisu ¢ noMoubro
BbICOKONDPOU3B00UMENbHO20 CeKeeHUposaHus. Onpedesenue NPOUCXONCOEHUST AHEYNAOUOULL NPOBOOUNU
¢paemenmuovim anaruzom STR-mapkepos.

Pesyavmamot. [locae [II'T-A aneynaouduu Oviau eviséaenvt y 67 smopuonos (41%); synaouduvimu oviau 65
(40%); mozauunvie gpopmot 6viau obHapyxcenvt y 28 (17%) ambpuonos. Bviau pazpabomansl npatimepvt 041
anaauza xpomocom 1,3, 4, 5,06, 7,9, 11, 12, 13, 14, 15, 16, 19, 22 u X. [Iposedennviii anarus (16-s xpomocoma
(n=7 ambpuonos), 19-1 xpomocoma (n=5 sambpuoros) u 22-s xpomocoma (n=8 amo6puoH08)) nokKkasan, 4mo
C NOMOWb0 O0AHHO20 N00X00A MOJNCHO UOeHMUDUUUPOBAMb AHEYNAOUOUU KAK MAmepuHckKoeo, mak u
O0MYUOBCK020 NPOUCXONCOCHUS.

Saxarouenue. [lokazana NpuHYURUAABHAS MEXHOA02UHECKAS 803MOICHOCIb NPogedenus hpaemenmuoeo STR-
AHAAU3A C UeNbH 2eHOMUNUPOBAHUS IMOPUOHO8 C UCNOAb30BAHUECM PA3AUUHBIX NPOOYKMOE NOAHO2EHOMHOL
amnaugpuxkayuu. Imo nozeoasiem npogodums III'T-A u [II'T-M coemecmmo ¢ eenomunuposanuem 3MOPUOHO8
be3 Heobxodumocmu noemopuuiX Ouoncuil. H3zyuenue eausHus pooumenbcKozo 6kKAada 6 paszeumue
aHeynaououil SMOPUOHOE8 & Oydyuiem no360AUm BblOpamb ONMUMANBHYI0 MAKMUKY 8e0eHUs NAUUEHMO8 C
HeodHoKpamubimu HeyOauHvimu nonsimkamu BPT u neeviHawuearnuem bepemeHHocmu 8 aHamuese.

Karouesvie caosa: scnomoeamenvruie penpodykmusnsie mexuvonoauu, smopuon, [II'T-A, [IT'T-M, xpomocomHubie
anomaauu, aHeynaououu, (hpazmeHmHslil aHaau3, 2eHOMUNUPOBaHue.
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GENOTYPING OF EMBRYOS USING FRAGMENTAL STR ANALYSIS
AFTER WHOLE GENOME AMPLIFICATION
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Aim. To develop a method for determining the maternal or paternal origin of chromosomal aneuploidies in embryos
by performing STR analysis for patients who undergo assisted reproductive technologies (ART) programs.
Materials and methods. The development of the method was carried out using biopsy material of the trophectoderm
in embryos of 58 couples of patients (116 persons). Preimplantation genetic testing for aneuploidy (PGT-A) was
performed using high-throughput sequencing. Determination of the origin of aneuploidy was performed by
fragment analysis of STR markers.
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Results. After After PGT-A, aneuploidy was detected in 67 embryos (41%); euploid embryos were 65 (40%);
mosaic forms were found in 28 (17%) embryos. Primers have been developed for the analysis of chromosomes 1, 3,
4. Development of primers for analysis of 1, 3, 4, 5, 6, 7, 9, 11, 12, 13, 14, 15, 16, 19, 22 and X chromosomes was
performed. The analysis of chromosome 16 (n = 7 embryos), chromosome 19 (n = 5 embryos) and chromosome 22
(n = 8 embryos) showed that this approach can be used to identify both maternal and paternal origin of aneuploidy.
Conclusion. A technological possibility of carrying out STR fragment analysis with purpose of genotyping of
embryos using various products of whole genome amplification was shown. It makes possible to carry out
PGT-A and PGT-M together with embryo genotyping without the need for repeated biopsies. The study parental
contribution to the development of embryonic aneuploidy in future will allow to choose the most optimal tactics for
managing patients with repeated unsuccessful attempts of ART and past miscarriages.
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KitoueBBIM 3TamoM KaXIoro IHUKIa 3KCTPaKOPIIO-
panpHOTO oronoTrBopeHus: (DKO) saBasgerca oroop
SMOpUOHA C HAMBBICIIMM TMOTEHIIMAJIOM HMILJIaHTa-
uuu [1]. Tem He MeHee MEpeHOC B MOJOCTb MaTKU
9MOpHOHA ¢ Xopolllei Mopdoorueii He Bceraa MpuBo-
JIAT K €r0 UMIUIAHTALWU [2], TOCKOJIbKY OTHUM U3 (hpak-
TOPOB UMILTAHTAIMOHHBIX U PAHHUX PEIIPOAYKTUBHBIX
MOTEePh SIBISIOTCS XPOMOCOMHBIE aHeyruouauu (XA)
sM0puroHoB [3]. Kpome Toro, onmucaHbl aHEYIIOUAUHA,
MPUBOASIINE K OCTAHOBKE Pa3BUTHUsI SMOPHUOHA U HAPY-
LIEeHUIO KieTouHoro aejaeHus [3]. B HacTosiee BpeMst
Mop(doIOrnIecKre METOIBl OLIEHKN KauecTBa SMOPUO-
Ha HE IO3BOJISTIOT C ITOCTATOYHO BHICOKOI TOYHOCTBHIO
BBISIBUTH aHeyriounuu [4]. YcraHoBieHO, 4TO C yBe-
JIMYEHMEM BO3pacTa MaTepy pacTeT BEpPOSITHOCTh OOHA-
PYXeHUS XPOMOCOMHBIX aHOMaJuil SMOPUOHOB [5],
OJIHAKO Jlaxke MPU OIJIOJOTBOPEHUU TOHOPCKMX sIidlie-
KJIETOK, TIOJIyYeHHBIX Y MOJIOJIBIX 3MOPOBBIX KEHIIH, B
18—61% cnyyaeB o6HapyxkuBaoTCst XA aMOpHUOHOB [6].

BonpmuHCTBO aHeyIIoMIuit MMEIT MaTePUHCKOE
MPOMCXOXIEHUE, T.e. BO3HUKAIOT BCJIAEACTBUE Meii-
oTHuecKux omubok [7]. PaHee ObLIO MoKa3aHO, 4UTO
B OJlacToMepax XpOMOCOMHBIE TPUCOMHMHU MaTepUH-
CKOTO TMPOUCXOXIEHUST BBISBISIMCH TouTtu B 10 pa3
yaiie, 4YeM TPUCOMHHM OTIIOBCKOIO ITPOMCXOXICHUS.
[MpenuMIIIaHTAIIMOHHOE TEHETUYECKOE TECTHUPOBa-
Hue Ha aHeymiaouauu (III'T-A) ¢ momolipio aHanaM3a
MOJSPHBIX TeJell MoKas3ajo, YTO OIIMOKM B Meliose
IT (MII) BcTpewatorcs vame, 4yeM B meiosze I (MI).
OmmbKM MaTepUHCKOTO Meiio3a SIBISIIOTCSI OCHOBHBIMU
npuunHamMu opMupoBaHus XA >MOPUOHOB YeJI0OBEKA;
u3 Hux B 45% ciayuyaeB XA bopmupyercs 3a cuer MII, a
34% XA sm0puoHOB — 3a cuet MI [8].

B TeueHue mociemHMX JieT 3HAYMTEIbHO TMOBBICUIIACH
JIOJIS TIAIIMEHTOK CTapIero perpoayKTUBHOIO BO3pacTa,
oOpalalonmxcsi Mo TOBOMY JIeYeHUs] OecIyionusl Mpu
IIOMOIIM BCIIOMOTATENIBHBIX PEIPOAYKTUBHBIX TEXHO-

qmoruii (BPT) [9], mpu aTOM OOHapyxkeHuMe XA y HUX
Moxetr mocturatb 90% ciaydyaeB. B cBsi3u ¢ 3TUM mpuia-
raeTcsl MHOTO YCUJIMI /IS BHEAPEHUSI HOBBIX ITOIXOIOB C
LIeJIbI0 AMarHoCTUKU XA. K TeXHOIOTrMsIM, TIO3BOJISTIOIINM
OIIEHMBATh Bce 24 XPOMOCOMBI, OTHOCST CpPaBHUTEIb-
HyI0 TeHOMHyI rubpunusanuio [10], KoIu4yecTBEHHYIO
rmoamMepasHyo IienHyio peakuuio (ITIIP) [11, 12] u
BBICOKOITPOM3BOJIUTENIbHOE CeKBeHUpoBaHue [13—15].
Henocratkom BblllIeyKa3aHHBIX METOJOB SIBJSIETCSI HEBO3-
MOXHOCTb Pa3INYUTh MaTEPUHCKOE WM OTLIOBCKOE MPO-
ucxoxneHue aHeyrionauii. [TporcxoxneHue aHeYIUION-
I MOKHO OTIPEICTUTh C TIOMOIIIBIO IETCKIINHI U CPaBHU-
TEJIPHOTO aHaJI3a OTHOHYKJICOTHIHBIX ITOIMMOPGU3MOB
(SNP) B oopasuax JJTHK sm6proHoB 1 ux poguteneii [7].
I'eHoTMIIUpOBaHME 0OOUX pOIUTENIEH M SMOPUOHA B TO XXKe
BpeMsl MO3BOJISIET HaM pa3iuyaTh POAMTEIbCKOE IMPOKC-
XOXIIEHUE KOO0 XpOMOCOMBI, a TakKxke MAEHTU(ULIU-
pOBaTh MO3UIMHU, B KOTOPBIX MPOU30IIES KPOCCUHTOBED.
Bonee toro, ¢ momompio SNP-ramroTunmpoBaHus BO3-
MOXHO M3MepeHHe YMClia XpOMOCOoM. Bce 31O maer BO3-
MOXHOCTb TMOJy4aTh MCUYEPIIBIBAIOIIYI0 MHOOPMALIMIO O
MeXaHWU3MaX MOSIBICHUS U TTPOUCXOXACHUU XA Y SMOpu-
oHOB. OTHaKO JaHHBIN METOJ SIBJISIETCSl OY€Hb TOPOTUM 1
TpebyeT CrelnaTbHOro 060pyI0BaHuS.

Lens nccmeqoBaHus: pa3paboOTaTh METOI OIpeacie-
HHUS MaTePUHCKOTO WJIM OTIIOBCKOTO IPOMCXOXICHMUS
XA 3M6puoHa ¢ nomotisio STR-aHanu3a y nmanueHToB
nporpamm BPT.

MaTepraAbl 1 METOABI

Hnaa pa3pabOTKM OAaHHOTO METOJA HCITOJIb30BaIN
Matepuan Ouomncuu TpPoGIKTOIEPMbl 3SMOPHUOHOB
58 map mauueHToB (116 YeloBeK), OOpaTHMBIIMXCS
nas npoBeneHus mporpammbl BPT ¢ III'T-A mo
clelyIolMM TO0Ka3aHUsIM: BO3pacT MaTepu cTaplie
35 JeT, HEeOMHOKpATHBIE HeymayHble MOMBITKH DKO B
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aHamHe3e (2 u Oosiee), MPUBBIYHOE HEBBIHALIWBAHUE,
BBIpaXKCHHBIC HApYIICHUS CcIepMaTOTeHe3a, KeJIaHUe
nauveHTKu. [TarmeHTky npouwim amoyaaTopHoe ooce-
noBaHue nepen nporpammoit KO, KoTopoe BKIIOUAIO
00s13aTe/IbHbIE METOAbl MCCAENOBaHMUS, CIelMajbHbIe
METO/Bbl MCCJIeNOBaHUsI, a TaKXe HCCIeTOBaHUS IO
MEIUIIMHCKUM TTOKa3aHUSIM. Y BCeX IMallUeHTOB OBLIO
ITOJTy4eHO MH(POPMUPOBAHHOE COTIacHe Ha IIPOBEICHIE
OaHHOTO wucciaenoBaHusa. OT KaxXmoil mapel OBLIA
MoJIydeHbl 00pa3lbl KPOBU, COOpaHHbIE B MTPOOUPKHU C
EDTA nns panbHeiimero Boeiaeaenus JHK.

Hast ctuMmynsiuny QYHKIAY STMIHUKOB MCITOJb30Ba-
JI1 TIPOTOKOJI C AHTAarOHWUCTOM TOHAJOTPONUH-PUIH-
3UHT-TOpMOHA. CTUMYJISIIINIO IIPOBOIIUIM TIpeIriapaTaMu
PEKOMOMHAHTHOTO (DOJTUKYIOCTUMYIUPYIOLIETO TOp-
MoHa (PCI), KOMOMHUPOBAHHOIO IIperapara PeKOM-
ounHanTHoro ®CI" u moTenHu3npyoiero ropmona (JIIN)
WU 9eJIOBEYECKOT0 MEHOITay3aJIbHOTO TOHAIO0TPOITMHA
co 2—3-ro nHS MeHCTpyajlbHOoro nukia. Jloza mpe-
rmapara 3aBHcCeJla OT BO3pacTa MAlMeHTKA W OBapH-
aJTbHOTO pe3epBa (YPOBHSA aHTUMIOJNJICPOBA TOPMOHA
(AMTI') u uncna aHTpaNbHBIX (OJUTMKYJIOB MO JAaHHBIM
yJABTPa3ByKOBOIO MccienoBaHus). [losyuyeHHbIE B Xone
TpaHCBarMHAJIBHON IMYHKIHUM 3peJbie OOIUTHI OBLIN
OTUIOIOTBOPEHBI METOIOM WHTPAIMTOIIa3MaTUIECKOM
uabeknun crepmatoszouga (MKCH). Iocae ormmomoT-
BOPEHMSI OOLIUTHI TMIEPEHOCIIIA B KYJIBTYPAJIBHYIO CPEIy
Cook (ABcTpanus).

Mopdonornyeckass oleHKa 3MOPUOHOB IIPOBOAM-
Jach yepe3 120—122 4 (Ha 5-e CyTKU) KyJbTUBMPOBA-
HUS. YYUTHIBAIU MOpP@OJOrnyeckrue XapaKTepuCTHU-
KA 3MOpUOHOB Mo kiaccudukanuu lapgHepa (cTe-
IeHb 3PEIOCTU OJIACTOIIMCT, KAYECTBO BHYTPUKIICTOU-
HOM Macchl M KadyecTBO TpodoskromepMbl (TDD)).
buoncuio TOD npoBoauan Ha 5-i1 1eHb KyJIbTUBUPO-
BaHUsI SMOpUOHOB in vitro (4epe3 120 4 mociie TpaH-
CBarvMHaJIbHOW TYHKIIMU) C TOMOIIbIO MUKPOMaHU-
nynsatopa Narishiga (Anonus). ng paccedyeHus zona
pellucida wncmonp3oBanu Ja3epHylo mymky Fertilase
(Fepmanus). dng acnupauuu Kietok TOD ucnonb3o-
Banu mukponumnetku Cook (ABctpanus). C UCIIONb30-
BaHueMm Mukponunerok TPC pnga 6uoncum smopuo-
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HoB (The Pepette Company, ABcTpanusi) U aKTUBHOTO
nmasepa Octax (MTG, I'epmanust) 3ad0upanu B cpeaHeM
5—10 xierok TDHD kaxmoro smopuona. Kierku TOD
MMPOMBIBAJIM B CTEPUJBLHON cpele, coaepxKalieil oydep
HEPES (FertiPro), u momemanu ux B Karisix o00beMoM
3 mxJu B 0,2 M mpobupku Eppendorf mrs ITLP.

[MTonrHoreHOMHYI0O aMIIMUKAIUIO TPOBOAUIHN
¢ nomompio WGA-PCR (Rubicon, CIIA) u MDA
(Qiagen, CILA). IIT'T-A ¢ moMOIIIbI0 BEHICOKOIIPOM3BO-
IUTEJIbHOTO CEKBEHUPOBAHUsS MPOBOIUIN Ha Habopax
ReproSeq (Thermo Fisher Scientific, CIIIA). B nanb-
HelIIeM MoJHOTeHOMHBIN aMITU(UKAT UCTIOJIb30BaIN
IUISl TIpOBeieHUs (hparMeHTHOTO aHanu3a. s 3Toro
OCYIIECTBIISIIIN TOIMOTHUTEIBHBIN 3TAIl aMIUTU(UKAITNT
C WCIIOJb30BaHMEM OPUTMHAJIBHBIX, pa3pabOTaHHBIX B
paMKax JTaHHOIO MCCIeI0BaHUsI, MEUYEHHBIX (JII00pO-
dopom mpaitmepoB s STR-anannza. ®parMeHTHBIN
a”nanu3 HK ponuteneit mpoBoawiu 6e3 mpeaBapu-
TEJbHOTO 3Tafa TMOJHOTeHOMHOW aMIIn(puKauu.
IlonyuyeHHble Me4yeHHBIE (aopodopoM aMIIUKO-
HBI aHAJIU3UPOBAIN C WCIIOJb30BAaHUEM IpUOOpa IS
MpOBeIeHUsT KanuJIIpHOTo 3jekTpodopesa Genetic
Analyzer 3130 (AppliedBiosystems). AHanu3 u cpaB-
HeHue monyyeHHbIX STR-mpoduneit mpoBonuiu npu
oMol mporpaMmmHoro ob6ecneyenuss GeneMapper
ID v3.2.1 (Applied Biosystems).

Pe3yAbTaTbl

Bcero mns pa3paboTku HaHHOTO METOIMYECKOTO
noaxona ucrojb3oBaan TOD 167 amOpuoHoB. CpenHee
KOJMYECTBO IpOaHAIU3NPOBAHHBIX 3MOPUOHOB Ha
OJHY TTallMEHTKY COCTaBWIIO 2,8.

ITocne mnposenenust IIT'T-A aHeymiouanu OBUIH
BBISIBJICHBI Y 67 5MOpHUOHOB (41%), 9yIUIOMIHBIMU ObLIN
65 (40%), mo3anuHble (hOPMbI OB OOHAPYXEHBI Yy 28
(17%) sMOprOHOB. 3 3MOPHMOHA OBLIN MTOTUTUIOUTHBIMM.
He npouina nomHoreHoMHas amruiudukanus y 4 amopu-
oHoB (2%). HauGoee yacto aHeymIOUIM B SMOpUOHAX
ObLIM CBSI3aHBI ¢ 22-1 1 16-i1 xpomocomamu (puc. 1).

B pamMkax gaHHOTO HcclefoBaHUSI ObUIM TTOAOOPaHbI
U CUHTE3UPOBaHbI IMpaiiMepsl IS aHalu3a XpPOMOCOM

16 22 4 21 3 9 10

Puc. 1. PacnpepaeneHue BbiIBIEHHbIX aHEYNJ0uAUI No XxpomMocomMmam
KonnyecTtso aHeynnonanii no XxpoMocomMam

15 17 2 6 20 Y
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1, 3, 4,5 6,7,9, 11, 12, 13, 14, 15, 16, 19, 22 u
X (tabauua). Bbeibop mAaHHBIX T€HOB W PETHOHOB ObLI
00ycJIoBIIeH TeM, 4To mojydyeHHble STR-mapkepsr Obutn
uHgopMatuBHbl 151 nposeaeHust [1I'T-M cooTBet-
CTByIOIIMX 3abojeBaHuil. Hampumep, mpaitmepsl s
WCCIIeOBaHUS 5-1f XpOMOCOMBI YejIoOBeKa pa3paboTaHbI
TaK, YTOOBI MOXKHO OBLIO MCITOJIB30BATh UX TS U3YICHUS
HacJemoBaHUsI 3a00JIeBaHU, CBI3aHHBIX C HAPYIICHUSIMU
B reHe SMNI (ciimHaigbHasE MBIIIEYHAsT aTpodus).
IMpaiiMmepbl 1T WcclegoBaHUs 16-if  XpOMOCOMBI
pacrnoJjioxXeHnl B objactu reHa PKDI v npeaHa3HaYeHb
JUTS M3y4eHUs HAacJIeMOBAaHUS CUHAPOMA TTOJTUKUCTO3HBIX
suyHukoB (CITKA).

C 1enpio ompemeseHUs] BO3MOXHOCTU IIPOBEICHUS
JaHHOTO MCCIEIOBaHMUS Ha Pa3IMIYHOM OMOJIOTHUYe-

CKOM MaTepmaje MBI OTpabaThIBaIu (parMeHTHBIN
aHaIM3 Ha oOpa3lax, IMOJYYCHHBIX Pa3HBIMU CIIOCO-
O6amMu: 1) moxHOreHOMHas aMIUIM(MUKAIUSI C TTOMO-
mpio WGA-PCR, monydyeHHass ¢ momollblo HabOpoB
Rubicon (USA); 2) moaHoreHoMHasi aMILIM(pUKaLus,
nojgyyeHHas c¢ mnomoinblo WGA-PCR ¢ 6ap-komamu
IJIsI  BBICOKOIIPOM3BOAUTEILHOTO CEKBEHUPOBAHUSI
(ThermoFisher, USA); 3) mosHOTeHOMHAasl aMIUIM-
(ukamus, momydyeHHast ¢ momoinblo MDA (Qiagen,
USA); 4) naruBHag JHK, BbigeneHHast u3 KpoBU
(oTel U MaTh).

BruTO TIOKAa3aHO, YTO UIST YCHEIIHOTO ITPOBEICHUS
STR-aHanu3a v ompeneaeHus] POAUTEIbCKOTO BKJajaa
B Pa3BUTHE aHEYIUIOMOUI SMOPHMOHOB MOXHO MCIIOJIb-
30BaTh KaK MPOAYKT, MOJYYeHHBIN ¢ momMoubio WGA-

Puc. 2.1. Knunnyeckuii npumep oTLLOBCKOro Bknazaa B Tpucomuio 19

3.10 None

1(I30 1.70 1§0

1?0 290 2]0 2|20 2.30

SAMbpuoH seq (19)x3

: A

None

15?0 1(?0 1.70

290 2]0 2|20 2?0

6300
4200
2100

Matb

3.12 None

140 1.60 1.70

2(.)0 2]0 2.20 2CI30

5400
3600

Orey,

1800
0 f\A‘/\

Puc. 2.2. KnuHnyeckuii npumep maTepuHCKOro Bkjaaa B Tpucommio 22

3.14 None

90 12.0 1?0

2]0 24|l0 2|70 3(.)0

3600
2400
1200

Om6puoH seq (14)x1,6 (22)x3

3.15 None

120 150

2]0 2110 2.70 390

3000
2000
1000

Matb

3.16 None

120 150

2?0 2110 2.70 390

2700
1800
900

Ortey,




130

AKYHIEPCTBO M T'MHEKOAOI'MA Ne 1 /2021
AKUSHERSTVO I GINEKOLOGIYA/OBSTETRICS AND GYNECOLOGY (MOSCOW) Ne 1 /2021

PCR (kak c 6ap-komaMu 1Jisl BBICOKOIIPOU3BOAUTEb-
HOTO CEKBCHMPOBAHMS, TaK M 03 HMX), TaK U TIPO-
NYKTBI, TTOJIydeHHBIe ¢ Tomolnbio MDA. Bmecrte ¢ Tem
HaJle>XHBIE pe3yJbTaThl MOXKHO MOJYYUTh TOJBKO B TOM
cinyuae, ecnu STR-mapkepnl ponuTeseil He coBmaja-
0T, TaK KaK Ha BEJIMYMHY MHUKA W THIOMIANb TOJ KPH-
BO MOXXET BIMSITh HEepaBHOBECHAsl IIOJTHOTCHOMHAsI
aMIUTU(PUKAIUS Pa3HBIX YIACTKOB Pa3HBIX XPOMOCOM.
Taxkxe TIpM MCIIOJIB30BAaHUM TOJTHOTGHOMHON aMILIM-
¢ukay BO3MOXHO BBIMAACHME ajUIesisl, YTO 3aTPYid-
HSIeT WIM BOBCE JejaeT HEBO3MOXHOUW MpaBUIbHYIO
WHTEPIIPETALINIO PE3yIbTaTOB, OMHAKO B Halllell padboTe
NaHHBIA ()eHOMEH He ObLT BbISIBJIEH.

®OparMeHTapHBIN aHAJIN3 3MOPHOHOB IO OTICIHHBIM
xpomocomaM (16-g xpomocoma (n=7 3MOpuoHOB), 19-
xpoMocoMma (n=5 3MOpUOHOB) U 22-g xpomocoma (n=8
9SMOPUOHOB)) MOKa3aJ, YTO C TOMOIIIbIO JAHHOTO MOAX0/a
MOXKHO MICHTU(MHUIIMPOBATh aHEYIUIONINN KaK MaTepUH-
CKOTO, TaK Y OTLHOBCKOTO MpoucxoxaeHus (puc. 2.1, 2.2).
Tak Ha pucyHKe 2.1 BUOHO, YTO SMOPHUOH ITOJIYYMJI IBE
19-X XpOMOCOMBI OT OTIIA M OMHY OT MaTepu. M3 pucyHka
2.2 clefyeT, YTO SMOPUOH TOJIYYUIT OJHY 22-10 XPOMOCO-
My OT OTILIa 1 IB€ OT MaTepU.

HecMmotpst Ha TO 4TO OBITM pa3pabOTaHBl METOIUKH
BBISIBJICHUSI POIUTEIBCKOTO ITPOUCXOXKICHUS TPAKTH-
YECKHM IUIS BCEX aHEYIUIOUIUMA, B psSIfe cydaeB MHTEP-
MpeTaus pe3yabTaToB OblJla HEOAHO3HAYHOM, UTO Tpe-
OyeT MpOBEACHUS MOIMOJHUTEIbHBIX UCCICIOBAHUN B
JaHHOI 00JacTu.

OOCYyKAEHME

B xome anammsa 167 oOpasuos ouomncum TDD or
58 TalMeHTOK, OOPaTUBIIUXCS IJIs TIPOBEICHUS
nporpamMmbl DKO ¢ III'T-A, B 41,0% ciyyaeB Obuin
JUArHOCTUPOBAHbl AHEYIJIOUIHbIE 3MOPUOHBI, YTO
coryacyercsi ¢ MOJyYeHHbIMU paHee JaHHbIMU [16, 17].
BesycmoBHO, BO3pacT MaTepw WTpaeT BaxXKHYIO pOJb
B BO3HMKHOBEHHMHU AaHCYIUIOWAWM;, HO aHEYILUIOMINU
B SMOpHOHAX OMpPEHeNsIOTCS Takke M B IIporpaMmax
ODKO ¢ moHOPCKMMM OOLUTAMMU, TAE, KaK M3BECTHO,
BO3pacT JOHOpPA He MpeBbIiraeT 35 jet [6].

B Hanrem mccienoBanuu B 17% ciydaeB ObLIM BbISIB-
JICHBI SMOPUOHBI ¢ MO3aMIHBIM T€HOTUTIOM, TIPH TIepe-
HOCE B ITOJIOCTh MaTKM KOTOPBIX YaCTOTA HACTYILICHMS
OepeMEHHOCTH O0Jice HU3KAS, IIPU 3TOM ITOBBIIIACTCS
pUMCK HeBblHalIMBaHusL OepemeHHocTH [18]. PemeHnue
0 TMepeHoce 3MOPHMOHOB ¢ MO3aMYHBIM T€HOTUIIOM B

ITOJIOCTh MAaTKH SIBIISICTCS CIIOPHBIM BOIIPOCOM 03 4eT-
KX peKOMEHIAIWii Ha CETOTHSIIHUN IeHb, IO3TOMY
B HACTOSIIEM HCCIEIOBAHUM MBI YIIyOJEHHO TaKue
SMOPUOHBI He aHAJU3UPOBAJIH.

IIpeumyniecTBaMu NpUMEHEHUS parMeHTHOro
STR-aHanu3a gBASIOTCS €ro OTHOCUTEbHAs MPOCTOTa
u pemreBu3Ha. [l ero mpoBemeHUS TpeOyeTcs KOM-
IUIEKT 00OpYIOBaHUS, KOTOPHIN, KaK IIPaBUIIO, MMeE-
eTCs B PACIOPSKEHMU OOJBIIMHCTBA T€HETHUUYECKUX
nadopartopuii. BTo aMIaMGUKATOP IJIs TPOBEICHUS
I[P u mpubop mus KanuasspHOIro 3JeKTpodopesa.
Kpome Toro, orcyrcTByeT HEOOXOIMMOCTh B JIOPO-
TOCTOSIIINX TIPUOOpax Ui CPaBHUTEIbHOI TEHOM-
HOW THOPWAM3AIINM WA BBHICOKOIPOM3BOIUTEIHHOTO
CEKBEHUPOBaHUS.

[IpoBeneHHbIlI aHaIW3 3MOPUOHOB C IOMOIIBIO
(parmeHTHOrO aHamu3a mo 16 (n=7 3MOpMoOHOB), 19
(n=5 aM0pHOHOB) U 22 (n=8 3MOPUOHOB) XpOMOCOMaM
ToKa3aJl TPUHIIMITMATBHYI0 BO3MOXHOCTBH OTIpesesie-
HUS POAUTEIHCKON MPUHAMJIECKHOCTH XPOMOCOM Y aHe-
VIUTOUIHBIX SMOPHUOHOB.

Ecnu B pesymbrate III'T-A ¢ omnpeneneHueM poau-
TEJIbCKOTO TMPOMCXOXIEHUS aHEYIUIOUAUNA OTCYT-
CTBYIOT 3MOpPHMOHBI, PEKOMEHIOBaHHBIE K TIEPEHOCY,
11eJIeC000pa3Ho  MOBTOPHOE TMPOBeNeHUE TPOTpaM-
Mbl. [Ipy TIOBTOPHOM OTCYTCTBMM SMOPWOHOB IS
nepeHoca 1o pesyiabratam III'T-A ¢ onpeneneHuem
POIMTENbCKOTO ITPOMCXOXICHUST aHEYIUIOMAUN pPEeKO-
MeHayeTcsl TmpoBeneHue mnporpaMmbl KO ¢ moHop-
CKMMM KJeTKamMu. BbIOop moHOpcKOro wmatepuaia
(oOIMUTBI WTM CIIepMa) PEKOMEHIYeTCS IPOBOIWUTH Ha
ocHoBaHuUM pesynbTaToB [II'T: ecnu aHeymiouauu
HMEIOT MaTepMHCKOEe TPOMCXOXIECHHE — IIporpamMma
OKO ¢ NOHOPCKUMHU OOUMTAMU, €CJIU OTIIOBCKOE —
nporpamma DKO ¢ wucnonab3oBaHUEM HTOHOPCKOM
CIIePMBI.

IIpy HEBO3MOXHOCTU TIOJNYYUTh SMOPUOHBI ISt
nociaeaytoleit nporpammbl ¢ III'T-A ¢ onpeneneHuem
POIMTENIHCKOTO IIPOMCXOXICHUS AaHEYIUIOUIUMA PeKo-
MEHIYETCSI OPMEHTUPOBATh MAIIMEHTOB Ha MPOTPaMMy
C UCIOJIb30BaHUEM JOHOPCKUX KJIETOK.

3aKAIOUYEHME

IMoka3zaHa NpUHLUIMAIbHAS TEXHOJOIMYECKasl BO3-
MOXHOCTbH TpoBefeHus gpparMmeHTHoro STR-aHanmza ¢
LIeJIbI0 TEHOTUITMPOBAHMUS 3MOPHUOHOB C MCIIOJIb30Ba-
HMEM pa3JIMYHBIX IMPOAYKTOB IOJHOI€HOMHOI aMILIM-

Ta6nuua. Mpaiimepbl AN XPOMOCOMHOrO aHanau3a

Xpomocoma leHbl Xpomocoma leHbl
1 GBA, RHD 12 PAH
3 GLB1 13 ATP7B, GJB2
4 PKD2 14 GALC
5 SMN1 15 OCA2, HEXA
6 CYP21, HFE, PKHD1 16 HBA1, HBA2, PKD1, MEFV
7 CFTR, SLC26A4 19 GCDH
9 GALT, FXN 22 ARSA
1" HBB, ATM, TYR X DMD, F8, F9, FMR, WAS
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(uxkauuu. [daHHBIA MOAXON TO3BOJISIET TPOBOIUTH
IITT-A wu III'T-M CcOBMECTHO C T€HOTUIHUPOBAHUEM
SMOpPHUOHOB 0e3 HeoOXOAMMOCTH TMOBTOPHBIX OMOIICHIA,
KOTOpbIE MOTYT HEraTMBHO BIHSTh Ha HX KU3HECIO-
CcOOHOCTb. M3yuyeHue BIMSIHUSI POAUTENBCKOIO BKJa-
Ja B pa3BUTHE aHEYIUIOMIUI SMOPUOHOB B OyaylIeM,
BO3MOXHO, TO3BOJIUT BBIOPATh ONTUMAIbHYIO TaKTUKY
BeJICHUST TIALIMEHTOB C HEOMHOKPATHBIMU HEYTaYHBIMU
nonbiTkaMu BPT u HeBbIHalmBaHueM OepeMEHHOCTU
B aHaMHe3e.
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