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I'EHETHUYECKOI'O TECTUPOBAHMA (III'T)
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TBepckoil rocy1apCTBEHHBIN YHUBEPCUTET, TBEPH

B pempoayKTHBHOM MeAMIWHE YCHEIIHO MNPUMEHSETCS Mpolexypa
MPEUMILTAHTAIMOHHOTO T€HETHUYECKOTO TECTUPOBAHUSA (IT'T),
MO3BOJIAIONIAST  HMACHTU(GHUIMPOBATh I[IHUPOKHHA CHEKTP XPOMOCOMHBIX
aHOMAaJIMK H YCOBCPHICHCTBOBATh BCIIOMOI'aTCIbHBIC PCIIPOAYKTUBHBIC
texronoruu (BPT). Hamu ycranosieno, uro 16% n3 5566 uccrmemoBaHHBIX
sMOpuonoB 3a mepuon c¢ 2017 roma mo ampems 2022 rtoma Ha
HpCI/IMHHaHTaHI/IOHHOﬁ CTaauu pa3BUTHUA UMCIOT pPa3JIMIHBIC (I)OpMBI 1 BHUbI
MO3an4YHBIX HapymeHwi. [Ipeobranaromeit hopmoil Mo3anmm3Ma SBISETCS
XpOMOCOMHasl, a THUIl — Mo3auyHas MoHocomus. CmemanHas ¢opma
MO3aulu3Ma U MO3auyHbIe TyIUIMKAlMU BCTpedaroTcs pexxe. Hambombiee
KOJIMYECTBO MO3aMYHBIX MyTalud ObUIO OOHApYKEHO Ha MOJOBBIX
xpomocomax. [los ona onpenensuin B o0pasuax IU1a3Mbl KPOBH KEHIIMH
Ha cpoke oT 9 go 26 wHemenp OepemenHoctu. ['en SRY  Obin
uaentTuduuupoBan B 217 obpasuax (Myx4uHbl), B 216 obpasmnax ren SRY
OTCyTCTBOBaN (KEHIIMHBI). 3aBHCUMOCTHU ompenenenus rena SRY ot cpoka
recranny He oO6HapyxeHo. Cpok 6epemennoctr B 9-10 Henens mocraToueH
JUT ompeserneHus nojia mioaa. [lomydeHHble CBOJHBIE AaHHBIC MO3BOJISIOT
OLICHUTH ].[eJ'IBIfI KOMIIJICKC HpO6HeM, CBA3aHHBIX C TCEHCETUYCCKUMU
aHOMAJIMSIMH 3MOpPHOHA, W Pa3padoTaTh JAIBHEHMIIYI0 T'MIIHOTEPAIIHIO
COBMECTHO C 3MOpHOJIOTOM JJIsi COXpaHeHHs SMOpHOHA WM, B Ciydae
JIeTaIbHBIX I0Ka3aTesei

Knwouesvie cnosa: npeumnianmayuonHoe 2eHemuyeckoe mecmuposanue
(II'T), HHK nnooa (su/{lHK), cen nona—SRY, mozauumvie Hapywenus,
6cnomozamenvhbie penpooykmuenvie mexuonozuu (BPT).

Beeoenue. Hoseiimne BbICOKOUYBCTBUTENbHbIE MeTonbl [II'T
CIOCOOHBI UJIEHTU(PHUITMPOBATH IITUPOKHI CIIEKTP XPOMOCOMHBIX aHOMAJIUH,
Cpeid KOTOPBIX AHEYIUIOMJUH, MOHOTEHHBIE MYTallUM, CTPYKTYpPHBIE
MEePECTPOMKH, a TaKKe MO3aUYHbIE COCTOAHUSA. XPOMOCOMHBIA U
CErMEHTapHbI MO3aUIIU3M SMOPHUOHOB Ha MPEUMILIAHTAIIMOHHOM JTarie
pa3BUTHUA — OTO MAJIOU3YYEHHOE sBIEHUE, HWHOOpPMAIUsi O KOTOPOM
HAKaIUTMBAeTCs CTPEMHTENBHO BBHJY aKTyaJlbHOCTH mpoOsiembr (Besser,
2019; Greco, 2015).
© MaHkpywmHa AH.,
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Hayunblii uHTEpEC NpENCTaBIAECT IPOMEXYTOYHBIM CTATyC MO3aUYHOI'O
SMOpHOHA, KOTOPBIM HE MO3BOJIIET OJHO3HAYHO PEKOMEHIOBATh WJIM HE
pPEKOMEH/IOBaTh €ro K mepeHocy. JlaHHble O TepeHoce MO3anYHbIX
SMOpPUOHOB U €r0 BIMSHUU Ha T€YEHHE OEpPEeMEHHOCTH MPOTUBOpPEYAT IPYT
JpYyry, OCTaBIsisi HEOJHO3HAYHOCTh B BONPOCE MOCIEACTBUN MPOBEICHHUS
nanHoi manunyisuuu (Kahraman, 2020).

JlanHOoe  0OCTOSITENBCTBO J€TAaeT aKTyaJbHBIM JBa  acIleKTa
npo0sieMbl MO3auyHbIX SMOpHOHOB. C OIHOI CTOPOHBI, BaKHO H3y4daThb
BCTPEYAEMOCTh M pacIpeesieHue MO3aHuyHBIX JEPEKTOB MO XPOMOCOMAaM,
YTO TMO3BOJUT B OyAyIieM KOPPEKTUPOBATH TE€HETUYECKHE HapyIICHUS
(Munne, 2017). C napyroiti CTOpOHBI, HENb3s HMCKIIOYaTh BO3MOXKHOCTb
NepeHoca MO3auyYHbIX SMOPHOHOB JJI ONPENENEHHBIX TPYII MAlMEHTOB.
Opaum u3 BaxHbIx mmaro [II'T sBusercs ompenenenne reH-SRY moma
sMmOpuona. HWnentudunmpoano ©Oonee 100 3aboneBaHmii YeIOBEKa,
HACJIEIOBaHUE KOTOPBIX CIEIJICHO C TojJoM. llpumepamu  Takux
3a00NeBaHUN  SABJSAIOTCS reMOQWIMs, TUIOIUIa3Usl  HAaJMOYEYHHKOB,
MmbiieyHast gucrpodus. HewHBasuBHOE ompeneneHue IMojia O0COOSHHO
aKTyaJlbHO B CEMbSX, TJIe 00a UM OJIUH U3 MAPTHEPOB SIBJISIETCS HOCUTENIEM
MyTalllH, MPOSIBICHUE KOTOPOM 3aBUCUT OT moja Oyayiero pedenka. B
YaCTHOCTH, UJCHTHU(UKAIUS TMOJIa HA PAHHUX CPOKaX OEpeMEHHOCTH Mpu
HAJIMYMY B aHAMHE3€ y POJIUTENICH HACIECTBEHHOM MPEIPaCIOI0KEHHOCTH
K BPOXKJACHHOHN TUIEpIIa3ud HAAIOYEYHUKOB TIO3BOJISIET POJIUTH 3I0POBYIO
noub (I[ankpymmua, 2023). Hcnonb3oBaHHE COBPEMEHHBIX METOJIOB
aHaJlM3a HACJEJICTBEHHOr0 MaTepuajga >KEHCKHUX TMOJOBBIX KIETOK U
SMOpHOHAa  CIIOCOOCTBYET  YCOBEPUICHCTBOBAHHMIO  BCIIOMOTATEIIbHBIX
penpoayKTUBHBIX TexHoorui (Auukaes, 2014; Fragouli, 2017).

Memoouka. B xadecTBe UCCIEAyeMOro MaTepuaga ObUIH
ucnoab30oBanbl  cBoaHble  naHHble III'T, mnomydyenHele B TBepckoi
MeauirHckoi tadoparopun OO0 «Menukan ['enomukcy. st mpoBeneHus
I[II'T  orOuparoTcs HSMOPHOHBI C  JY4YIIUMH  MOP(OIOrHYECKUMU
XapakTepucThukamMu. Ha msaTeil 1eHb OHTOTeHE3a OMOTICHPYETCS] HECKOIBKO
KJIETOK Tpo(aKTOAepMBI 3MOpuoHa. 13 B3siToro obpasna Beiaenserca JHK,
KOTOpAsk 3aTeM MOABEPraeTcsi pparMeHTalui Ha MHOTOUNCIIEHHBIE YIaCTKH.
Jlis  yCTaHOBIIEHUS HYKJIEOTHJIHOW IIOCIIEA0BAaTEILHOCTH HCCIEAYEMOTO
00BEKTa TPOBOJIUTCS IMPOOONOATOTOBKA, BKJIIOYAIONIAS MOJHOTCHOMHYIO
ammudukanuio 1 noarotoky JHK-O6ubnmoreku, a Takxke aHanu3 Ha
CEKBEHATope. JlaHHBIE,  TIOJIyUYEHHBIE  TOCTE  CEKBEHHPOBAHWSA,
HamnpaBiAlOTCd Ha  OMomHpopmartuyeckyro  oOpabotky. B wurore
dopmupyeTcss 3aKOYeHHE, TpEeACTaBIeHHOEe B BHae Tabnumpl. Hamu
NPOaHAIM3UPOBAHbI PE3yJbTaThl TEHETUUECKOIO0 TECTUPOBAHUS IMOPHOHOB
1O 33/IeHCTBOBAaHHON B MO3aulu3Me XpomocoMme, reHe SRY, BBISBICHHBIX
TeHeTHYeCKUX JaedeKTax, JojJe aHEYIUIOWAHBIX KIETOK, a TaKke
3aKJIF0OYEHHUE O PEKOMEH/IAllN SMOPHUOHOB JUIsl KOHCYJIBTAIlUN T'€HETHKA WIIH
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0 HENPUTOJHOCTH K TIepeHocy. B mpomecce cOopa Marepuana
OCYILECTBIICHO 00€3TMUYNBAHIE WHINBUYyAIbHBIX JaHHBIX ITAIACHTOB.

Pe3ynomamut u oocyycoenue. Beero 3a nepuon ¢ 2017 roma mo
anpenst 2022 roga ObUIO MPOTECTUPOBAHO 5566 IMOPHUOHOB, U3 KOTOPBIX Y
880 BeIgBIEH MO3ammM3M, 4TO cocraBisier 16% or oOmero koauuecTBa
(®emoroBa, 2022). Mo3saumm3M BCTpPEYaeTcsi B HECKOJIBKUX (opMax:
HOJIHBIM (XpOMOCOMHBIN), YaCTUYHBINA (CErMEHTApHBIN) WM CMEIIAaHHBIN
(puc. 1). TlocmemHuii BKJIIOYACT pa3IMYHBIC BAapPHAHTHI COYCTAHUI
XPOMOCOMHOT'0, CETMEHTapPHOTO MO3auIlM3Ma C APYTUMH XPOMOCOMHBIMH
aHOMaUsAMU (MOHOCOMUEH, TPUCOMHUEH, enennei, TyTUIMKalei) u Apyr ¢
apyrom. Cpenu SMOPHUOHOB Mpeo0JiaacT MO3aWIU3M, 3aTpardBarOIIHiA
nenpie XxpoMocoMbl. Hanmenee yacto HaOMrOMalOTCS CMEMIaHHBIE (OPMBI
JAHHOTO TeHETHYECKOTO edeKTa.

® XpOMOCOMHBIA MO3auIu3M ® CerMeHTapHBIN MO3auIIN3M

CMelragHblii MO3auIIu3M

Puc. 1. CooTHomeHre SMOPHOHOB € BBIABICHHBIMH (DOpMaMU MO3auI3Ma

K XPOMOCOMHOMY MO3auLIU3My OTHOCATCS Haubosee
MHOrouncieHHble cpenu pesyapTaToB III'T Mo3amuHblE MOHOCOMHMHM U
Mo3au4Hble TpucOMUHU. CerMeHTapHbIl MO3aulu3M, BCTpEYaroIMiics B
Oosee mosyTropa pa3 pexe, MOJpa3/eisercs Ha MO3aWyHbIe JAeJelUd U
Mo3auyHble aymukanud. Cpeau 3MOpPHOHOB Ha MNPEUMIUIAHTALOHHOM
JTane pa3BUTHs Haubojee 4acTo JAETEKTUPOBaHbI MO3aMYHble MOHOCOMUH,
HauOoJiee peJKko — Mo3auuHble NymiauKanuu. KoanmuecTBo 0OHapyKEHHBIX
MO3aMYHBIX aHOMAaJIMil BCEX BUIOB IMPEBBIIIAET KOJUYECTBO SMOPHUOHOB, Y
KOTOPBIX OHM ObLTH 3aperucTpupoBanbl (puc. 2). COOTHOIICHHE MEXIY
JAaHHBIMU IIOKA3aTEJSIMM  SIBJIAETCS CaMbIM BBICOKMM JUISI MO3aM4YHOU
TPUCOMMHU M cocTaBisieT 1,5. BrocineacTBUM OHO CHUKAeTCs OT MO3aM4HON
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mMoHocomu (1,2) k mo3amunoit nenenmu (1,03) u MO3aMYHOM ITyTUIMKAIIMH
(1,02). 3nauuT, y 01HOr0 SMOPHOHA Yallle OTMEYAETCS HATMYHE HECKOIbKUX
MO3aMYHBIX TPUCOMHUU MM MOHOCOMHH, a MO3aWYHBIE CErMEHTapHbIC
HapyIICHHUS HAOIIOIA0TCS IPEUMYIIIECTBEHHO B €IMHCTBEHHOM YHCIIE.

¥ KonyuuecTBo SMOPHOHOB ™ KOJIHYECTBO FeHETHUECKUX HAPYIICHHIT
Mo3au4HbEIE MOHOCOMHH 386 481
Mo3auuHble TPUCOMHUHU 295 435
Mo3auuHble AelelHu 225 231

Mo3auunsie AyniauKanuum

Puc. 2. YacToTta BCTpeuaeMOCTH MO3aYHBIX J1e(DEKTOB
B a0COJIIOTHBIX €JMHULIAX

MaxkcruManbHOE YMCIIO CIydyaeB MO3aHWIM3Ma 3aperucTPUPOBAHO IO
MOJIOBBIM XpoMOcoMaM. [IpuMedareinbHO, 4TO OHO MPEBBIIIACT CPEIHIOO
BEJIMUMHY TIOYTH B JIBa pasza. Taxke KOJIUYECTBO 1e(DEKTOB BBIIIE CPEIHETO
BBISIBJICHO B BO3pAcTaroIeM MopsiaKe o xpomocomam 18, 22, 17,2, 1 u 9.

Hamu taxoke mpoBesneHo ompenesnenue SRY- rena nona 3MOpuoHa,
4yTO MO3BOJMseT Ha paHHUX craausax I[II'T aHanm3a yMEHBIIMTH PHCK
pa3BuTHs TreHeTnueckux aHomanuil (Kammuwnuesa, 2021; Ilankpymmna,
2023). Jlnst 6osiee 4€TKOW AHArHOCTHKH JaHHOTO T'eHa HEOOXOIMMO y4eCTh
HEKHE BO3MOXHBIE TTPOOJIEMBI C €T0 OIpeIeJICHIHEeM: Ha0Op BBIACIICHUS TeHA
— SRY, Bpems noctaBku npoObl, BAMSHUAE MACChI TeJla MaTepy peOeHKa.

[Tonyyensl crnenyromye NaHHbIE, pa30MBAIONINE HEKOTOPHIE MHQBI
00 ompenenenue rteHa SRY. [lnsg cpaBHEHHS METOJOB BBIJACICHUS
Buekserounoi JIHK mmoma npu onpenenennu rexa mona (SRY) Obuio
uccinenqoBano 10 oOpasuoB 1masmbel  keHmMH Ha  9-10  Henene
OepeMeHHOCTH. BpigeneHne Kaxaoro ooOpasna MpPOW3BOIMIOCH TpeMs
pasHbiMH Habopamu ans  BbigeneHus BHekierounod JIHK rmmopa:
JIHKIIna3zma-M-50, mpomsBomutenss OOO «Tectl'en» (Poccust), [TIPOBA-
HK®ET mnpousBogutens OO0 «J/IHK-Texuomorus» (Poccusi) u Habop
QlAamp Circulating Nucleic Acid ot mnpoussogurens «QIAGEN»
(Hunepnangasr). ns npoBenenus [P ucnons3oBancs vabop «Tect-SRY».
Bce Tpu ucnonb3yeMbix Hamu Habopa aiisa Beiaenenus: BHekaeTounon JJHK
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MOKAa3aJM CXOJHBIC PE3yJabTaThl MO CICAYIONIMM ITOKa3aTesM: KadecTBO
ounimennoi JIHK, Bpemenu BoifiesieHnsi mpoObl U BpeMs e€ XpaHeHus. Bce
MepeyrciIeHHble MeToAuku Xopomo ounmarT JHK mia pgansHelmen
aMIUTMQUKAIUN, BpeMs BbIIEJICHUS NpUMEpHO +4 yaca, BpeMs XpaHeHus /
cyTok (xpanenue mpu Ttemneparype - 4C).OmHako CTOUT OTMETHTH,
Boiienienre ¢etanpHoil JIHK Ha cnmH-KOMOHKaX M MAarHUTHBIX YacTUIAX
OKa3aJMCh HAauOOoJee MPEAOUYTUTENBHBI I ONPEICICHHS T0JIa IJI0/1a, TaK
KaK d3TH METOJbl TPeOYIOT MEHBIIE BCEro OO0OpPYIOBaHHS M UX
UCTIONTHEHUS U OoJiee MPOCTHI B UCMOIb30BaHUM. [Ipu aHanmm3e pe3yinbTaToB
M3Yy4YeHUs BIMSHHUS Cpoka OEpEeMEHHOCTH Ha uieHTudukanuio reHa SRY B
deranpaoit JIHK wmatepu 3aBucummoctu oOHapyxeHo He Obuto. Cpok
oepemenHoctn Ha 9-10 Hemensx mOCTATOYEH MJIsi ONpPENEICHUS Ioja
([Mankpymmna, 2023).

Jlisa uccnenoBaHusi BIUSHUS Macchl Teja MaTepu Ha BBISBICHHE
rena nosna (SRY) npoananu3upoBaHbl pe3yabTarthl 217 00pa3ioB MIa3Mbl
KPOBH KCHILUH, Y KOTOPHIX ObLT MACHTU(PUIUPOBAH MYKCKOM MOJ IUIOAA,
IIPU3TOM HOPMAJIbHYIO Maccy Teia umenu 155 jkeHIuH,, u30bITouHyo - 51
u Hemoctarounyro - 11. Pacyer mHaekca Macchl Tenna MPOU3BOIMICA IO
dbopmyre:

m
WNunexc macesl Tena (MMT) = ; TIe M — Macca Tena B Kr., h - pocT B

el
merpax. MHTepnperanus 3HayeHuit: Hwke 18,5 - HemocTaTrouHblil Bec, OT
18,5 no 24,9 - HopmaibHO, OT 25 - M30BITOYHEIH BEC.

Hamu He OBUTO BBISBICHO Pa3IMUYMil MEXIY pe3yJbTaTaMu 00pasioB
TUTa3Mbl KPOBHU KEHIUH C HOPMAaJIbHON Maccoil Tejla M MOBBIIIEHHOH, T.€.
Boicokui HMMT He sABisIeTCd NPOTUBOIOKA3aHUEM K IPOBEICHUIO
UCCIIEIOBAHMS 10 ONPEACTICHHIO O,

Hamu Taxke M3y4eHO BIMSHHE YCIOBUH TPaHCIOPTHUPOBKHU
OMOJIOTUYECKOTO MaTepualia B JIADOpPAaTOPUIO Ha pe3yiabTaT aHaim3a IO
onpenenenuto rea SRY B ¢eransHoit JIHK mma3mbel kpoBu GepeMeHHBIX
xeHmuH. [IpoBoaunocs cpaBHeHHE pe3yinbTaToB 310 00pasmos, 3a0paHHBIX
B npobupku CPDA (aHTHKOArymsHT: HaTpUs LUTPAT, TIIOKO3a, JUMOHHAs
kucnora, Hatpus ¢ocdar, nexcrposa, ageHuH) ¢ 10 obOpasmamu KpoBw,
3a0panubix B mpobupku Cell-Free DNA BCT Sreck (CILA) o6semom 10
MiI. 1 29 00pasmoB, TPAHCIIOPTHUPOBABIIMXCS B TPOOMPKAX JJIST KPOBU
LBgard Biomatrica (CIIA). Cpenn mpobupok tuna Sreck, B 6 obOpa3siax
uaeHTUGUIUpoBaiock Hammyme reHa SRY. B 19 o6pasmax,
TPaHCHOPTHPOBABIIMXCs B pobupkax Biomatrica ompexernsuics ren SRY. B
192 obpasnax kpoBu, oroOpaHHBIX B mpodupkun CPDA ompenensiiu rex
SRY. B pesynbrare wuccnenoBanusi, npooupku tuna CPDA nokaszanu
HAWTY4IIU{ pe3yibTaT — Ka4eCTBEHHBIH pa3Mep BBIXOJa IUIa3MbI OOJIbIIE,
yeM y JIpyrux npobupok. Cpok OCTaBKM OOpasLoB IUIa3Mbl B TEUEHUHU
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JBYX JIHEH ¢ MOMEHTa 3a00pa KpOBH SIBJIETCS HAN0OJIee ONTUMAIBHBIM IS
aHaJmM3a o ONpeeICHHIO Toyia — ¢ 6ombinon yuctoroir GAPDH.

3aknwuenue.  YcranoBieno, uro 16%  >MOpuoHOB  Ha
MPEUMILIAaHTAIIMOHHOM CTaJNK Pa3BUTHUS UMEIOT pa3inuHble POPMBI U BUIBI
MO3au4HbIX HapymeHuil. [Ipeobnamaroment Gopmoli Mo3aunu3ma suIseTcs
XPOMOCOMHBIM, BHIOM — MoO3aW4Has MOHocoMmHs. MeHee yacTo
BCTPEUAIOTCS CMemaHHas (opma Mo3auIi3Ma U MO3aWYHBIC JTYTUIMKAIIAH.
Haubonpiiee KoamM4ecTBO MO3aMYHBIX MYyTalMii OOHApYKEHO MO MOJOBBIM
XPOMOCOMaM.

bouto mpousBenieHO ompeneneHue moja Iojaa B o0pasuax IIa3Mbl
KPOBH JKCHIIUH, Haxomsumxcs Ha 9 mo 26 nenensx OepemeHHOCTH. ['eH
SRY ©Obi1 unentudumupoBan B 217 oOpasmax (Myxckoit moi), B 216
obpasiax reH SRY orcyrctBoBanm (OKEHCKHMW TOJN). 3aBUCHUMOCTH
onpezaenenuss reHa SRY or cpoka OepeMEeHHOCTH OOHapyKeHO He ObLIO.
Cpok 6epemenHocty Ha 9-10 Hemensx JMOCTaTOYEH JUIsSl ONPEICICHHS IOJIa
wioga. Ilpu mpoBeneHuu uccieAoBaHUS HE ObUIO BBISBICHO Pa3IU4UN
MEXIY pe3yibTaraMd OOpa3IoB IUIa3Mbl KPOBU JKCHIIUH C HOPMaJIbHOU
Maccol Tella MW TMOBBINIEHHOM, T.e. BbIcCOKMU HMMT He sBmsercs
IPOTHBOINOKA3aHUEM K TPOBEICHUIO UCCIICAOBAHMS 110 ONPEACICHHUIO T0JIA.
B pesynbrare uccnenoBanus, npodupku tuna CPDA nokaszanu Hauaydmun
pesynbrar. Cpok JIOCTaBKM OOpa3IOB IIa3Mbl B TCUCHHH 2-yX JIHEH
ABIIsIeTCS HanboJiee ONTUMAIbHBIM IS aHAIK3a 110 ONPEAETIECHUIO oA,

[TosrydeHHBIE CBOIHBIC JAHHBIC ITO3BOJSIOT OICHUTH IOJHBINA
KOMIUIEKC TPOOJieM, CBA3aHHBIX C T€HETHYECKHMMH aHOMaJIHsIMH dMOpHOHA
U pa3paboTarth BMECTE C AMOPHUOJIOTOM AAIBHEUINYI0 THITHOTEPAHIO IS
craceHusi SMOpPHOHA WM K€ MPU JEeTaTbHBIX MOKa3aTelax cAelaTh aHalu3
MyTalui ¥ B JabHEHIIIEM HE JIOMyCTUTh UX BOSHUKHOBEHUSI.

CnMcok JuTepaTypsbl

Anuxaee A.FO., Jlomonocos A.M. 2014. IlpumeHeHHE CEKBEHHUPOBAHHS HOBOTO
nokosiernst (NGS) B kimuuyeckoii nipaktuke // Jlaboparopras ciayxoa. T. 3.
Nel. C. 32-36.

HHCcTpyKIUs 0 TpUMEHEeHUIo Habopa peareHToB s BeisiBieHus reHa RHD muona
B kpoBu Mmarepu Mmetonom IIIIP B pexume peansHoro Bpemenu «JIHK-
Texuonorus» Y.: JIHK-Texuonorus, 2017. 30 c.

Kanunuuesa H.A., IHauxkpywuna A.H. 2021. HeuwHBa3uBHOE HCCIICIOBaHUE
TeHeTHYEeCKHX aHoMmaiuii 3MOpuoHoB uenoBeka // Bectn. TeI'Y. Cep.
Buosorus u skonorus. 2021. Ne 4 (64). C. 33-40.

Hanxpywuna A.H., Kanunuuesa U.A., Pesnuxosa M.H. 2023. OnpenesneHue rena
nona (Sry) rmioga uenmoBeka B KpoBu Marepu mnocie 9-10 Henenm
oepemennoctu // BectH. TBI'Y. Cep. Buonorust u sxosnorus. 2023. Ne 1 (69).
C. 27-33.

-31-


https://elibrary.ru/contents.asp?id=47899109&selid=47899113
https://elibrary.ru/item.asp?id=54123469
https://elibrary.ru/item.asp?id=54123469
https://elibrary.ru/item.asp?id=54123469
https://elibrary.ru/contents.asp?id=54123466&selid=54123469

BecmHuk Teepckoz2o 2ocydapcmeeHHo20 yHugepcumema. Cepusi "buonoaus u skonoaus”. 2024. Ne 3 (75)

®eoomosa K.B., Iankpywuna A.H. 2022. Ananu3 (akTOpoB, BIHSAIONUMX Ha
peuicHue (6] nepeHoce MO3au4YHbIX 3M6pI/IOHOB Ha oTare
MPEeUMILIAHTAIIMOHHOTO TeHeTndeckoro Tectuposanus // Bectn. TBI'Y. Cep.
Bromorus u sxonorus. 2022, Ne 2(66). C. 39-49.

Besser A.G., Mcculloh D.H., Grifo J.A. 2019. What are parents doing with their
mosaic embryos? // Fertility and Sterility. V. 111. P. 132-137.

Greco E., Minasi M.G., Florentino F. 2015. Healthy babies after intrauterine
transfer of mosaic aneuploid blastocysts // The New England journal of
medicine. V. 373. P. 2089-2090.

Fragouli E., Alfarawati S., Spath K. 2017. Analysis of implantation an ongoing
pregnancy rates following the transfer of diploid-aneuploid blastocysts //
Human Genetics. V. 136. P. 805-819.

Kahraman S., Cetinskaya M., Yuksel M. 2020. The birth of a baby with mosaicism
resulting from a known mosaic embryo transfer: a case report // Human
Reproduction. V. 35. Ne 3. P. 727-733.

Munne S., Blazek J., Large M. 2017. Detailed investigation into the cytogenetic
constitution and pregnancy outcome of replacing mosaic blastocysts detected
with the use of high-resolution next-generation sequencing // Fertility and
Sterility. V. 108. P. 62-71

Leigh D. et al. PGDIS position statement on the transfer of mosaic embryos 2021 //
Reproductive biomedicine online rbmojournal.com. 2022. Pexum moctyna:
https://www.rbmojournal.com/article/S1472-6483(22)00150-
X/fulltext#relatedArticles.

Preimplantation Genetic Diagnosis International Society. 2016. PGDIS position
statement on chromosome mosaicism and preimplantation aneuploidy testing
at the blastocyst stage. PGDIS Newsletter, July 19, 2016 Pexxum mgoctyma:
https://pgdis.org/docs/newsletter 071816.html.

PATHOLOGIES OF THE HUMAN EMBRYO DETECTED USING
THE METHOD OF PREIMPLANTATION GENETIC TESTING
(PGT)

A.N. Pankrushina, I.A. Kalinicheva
Tver State University, Tver

The procedure of preimplantation genetic testing (PGT) allows identifying a
wide range of chromosomal abnormalities. The emergence of modern
methods of analyzing the hereditary material of female germ cells and the
embryo has led to the improvement of assisted reproductive technologies
(ART). We found that 16% of the 5566 embryos studied for the period from
2017 to April 2022 at the preimplantation stage of development have various
forms and types of mosaic disorders. The predominant form of mosaicism is
chromosomal, and the type is mosaic monosomy. A mixed form of
mosaicism and mosaic duplications are less common. The largest number of
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mosaic mutations was found on the sex chromosomes. The fetal sex was
determined in blood plasma samples of women who were 9 to 26 weeks
pregnant. The SRY gene was identified in 217 samples (male), in 216
samples the SRY gene was absent (female). The dependence of the SRY
gene definition on the gestation period was not found. The gestation period
at 9-10 weeks is sufficient to determine the sex of the fetus. The obtained
summary data allow us to assess a whole range of problems associated with
genetic anomalies of the embryo, and to develop further hypnotherapy
together with the embryologist to save the embryo or, in case of lethal
indicators, to analyze mutations and prevent their occurrence in the future.
Keywords: preimplantation genetic testing (PGT), fetal DNA (VDNA), sex
gene — SRY, mosaic disorders, assisted reproductive technologies (ART).
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