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Pe3iome

B CTaThe npejiCTaBNeH CPaBHUTENbHbIA BHANN3 METOZI0B, NPUMEHAEMbIX [UIA AMArHOCTHKM XPOMOCOMHbIX HOMANHH Y 1008, HMEIOLLVX
NOPOKH Pa3BUTHA WTH 3X0rPaHHECKKE MAPKEPbI XPOMOCOMHON Naronorvy. Hanbonee WHpOKo BHEAPEH M MCTIONL3YETCH CTaHAAPTHbIA
LMTOTEHETUYECKHA QHANM3 KAPHOTMNG, OLHaKO HEGONbLUAR paspeLuaroiuan cnocoBHOCTs AaHHoro MeToAa 8 8Mb He No3BoNAET BLIBNATL
MYKPOZIENELMH, MUKPOTYTLVKALIMM, KOTOPbIE B CBOID 04EPefb B 5-6% CITy4aes ARNAKOTCA NPUYHHAMM NOPOKOB WNN AHOMAMA Pa3BITHA
y 11023 PMMEHEHNE XDOMOCOMHOTO MMKDOMATPHYHOrO aHankaa (XMA) yBeniHBaeT AHarHOCTWYECKy0 3iheKTHBHOCTL NPEHaTaNbHOR
[LMarHOCTHKK, ¥ NO3BONAET CBOBBPEMEHHO NOCTABUTH AMArHO3, ONPEAENHE NPOrHO3 A MKy peerka nocne poxaeHva. BbiGop metoga
[HarHOCTYXH FEHETHYECKOR NATONOMMH Y NN0A0B ¢ BIP Wik aHOMANHAMMN Pa3BUTMA HA aHHbIA MOMEHT HHYEM He PEMaMeHTHPOBEH |
334aCTY0 OCHOBH Ha TEXHHYECKYX BOIMOXHOCTRX /1a60paTopui. Ha A2HHbIA MOMEHT, HakomeH 60MbLLUOA MACCHB faHHbIX, NOATBEPKIA-
10Lx 3hhexTHBHOCTS NpyMeHeHMA SNP-MAKDOMATDHL NO CPABHEHWHO C KITACCHHECKMMM LIMTOMEHETHHECKIMH METOAAMY,

Knroyesbie CNOBA: XDOMOCOMHbBIA MUKDOMATPHYHBIA aHANM3, aHANM3 KAPHOTMNA, NPEHaTaNtbHaA AMArHOCTHKA, BPOXAREHHbIE
NOPOKY Pa3BUTHA

Summary

The article presents a comparative analysis of methods used for the diagnosis of genetic pathology in fetuses with malformations
and/ or developmental abnormalities. The standard cytogenetic analysis of the karyotype is most widely implemented and used,
however, the low resolution of this method in 8Mb does not allow for the detection of microdeletions and microduplications,
which in turn in 5-6% of cases are the causes of malformations and / or developmental abnormalities in the fetus. When using
chromosomal microarray analysis (CMA) it increases the diagnostic efficacy of prenatal diagnosis, which allows making a
diagnosis in a timely manner, determining the prognosis for the life of the child after birth. The choice of method for diagnosing
genetic pathology in fetuses with congenital malformations and / or developmental abnormalities is currently not regulated
and is often based on the technical capabilities of the laboratory. At the moment, a large amount of data has been accumulated
confirming the effectiveness of the use of SNP microarrays compared to classical cytogenetic methods.

Key words: chromosome microarray analysis, karyotype, prenatal diagnosis, congenital malformations

Beepenne MPHYHMH MIANEHYECKOH M JETCKOA CMEPTHOCTH cocTamnser 5-7%,
BpoxaeHibie Nopoi paiBHTHA AWOTCA OIHOA M3 OCHOB-  CPEIM €TeH ¢ YMCTBEHHOH OTCTANoCTHIO — 25-30%, y ML € Ha-
HAIX [IPHYHK MIIACHUCCKOH CMEPTHOCTH M HHBATTHIHOCTH PYLLEHHAMH NIOIOBOO passBHTHA — 25-27% [1,2]. Ha ceronpsmummit

To mammbiv BO3, noss XpoMOCOMHBIX CHHIPOMOB CPed  AeHb B POCCHM OTCYTCTEYIOT pekoMeHIAUMH N0 BLIGOpY TecTa nep-
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BOH JIHHHH NPH HamaHH MBTIP Wi aHOMATHIA pasBHTHA Y IO~
12 Ceaie MEX/LY aHOMATHAMH PA3BHTHA [UIOA H NEHOMHLIM [HC-
6anaHcoM CUHTAETCA NMPH3ZHAHHOH HA IPODDKEHHH JCSCATHIETHIA,
0CODEHHO NPH KIACCHHECKHX CTPYKTYPHBIX AHOMATTHAX, CBAZAHHBIX
¢ cHHapomom JlayHa (TPHOOMHA 21 XpOMOCOMEI), CHHIPOMOM DXk
Bapa (TpHcoMHs 18 xpomocomnt) H cHrzpomom [laray (TprcoMua
13 xpomocomer). MrHorve MHKPOIE/IELIHOHHBIE H MAKPOIYIUTHIR-
LIMOHHBIE CHHAPOMB! COMTPOBCKIAKITCA MOPOKAMH PA3BHTHR OMHOH
HIH HECKIVILKHX CHCTEM opraHoB {Tabmamal]. Hanpimep, nopoxd
CepauA Hal/mQIAIOTC NPHMEPHO Y 77% ILIONO0B € CHHIPOMOM JAgne-
MM 2291121, npyuem Tamsxo 8 11% Nopoiat cepaLia Co9eTatoTes ¢
paciuemHHoi rybe/Heba [3]

CyluecTByeT HeCKIVILKD METOIOB THATHOCTHKH MeHETHUECKDH
NATONOTHH MPH OCHAPY)XEHKH NOPOKDB PA3BHTHA H/H/TH aHOMAMHHA
PAABHTHA Y 102 PPEeKTHBHOCTL NPEHATATBHOH IHATHOCTHKH
HAMpAMYIO 3ARHCHT OT METO/A, C MOMOIBIO KDTOPOIO NPOBOIHTCA
AHAIH3 TUIOJHOTO MATEPHANA, NOTYHEHHOIO NPH MPOBEIEHHH PO~
LIGXyPbl XOPHOHOHOMCHH (TLIALIEHTOLICHTESa), aMHHOLIEHTESa HIH
KopaotieHTesa. MamyHHBlMHe MIHPOKDE PACIPOCTPAHEHHE METOIR!
HEHHBASHBHOTO MpeHaTamsHoro JIHK-ckpHHHHTa, B KaecTBe HC-
CIIEMYEMOTO MATEPHANIA HCTIOML3YIOUME BHEKNETOMHYIO CBOGOIHO-
uspxympytougyto JIHK wrotpoofinacta, Ha ceromsmHiH feHb
HE MOTYT HCTIO/NBAOBATHCA JU1A MOTHOTEHOMHOTO AHA/IN3a YHCIOBBIX
H CTPYKTYPHBIX 8HOMAIHI xpoMocoM. MHBasHBHOE NpexaTamHoe
obcreoBaHHe B HACTOAILEE BPEMS HALLle BCETO PEKDMEHIYETC IIa-
PaM C BbICOKHM PHCKOM POKIECHHSA PeGeHIA C XPOMOCOMHOM aHo-
MayHel, YCTAHORNEHHBIM Mocse KOMOHHMPOBAHHOTO CKPHHHHIA,
BHIAB/ICHHS aHATOMHYECKHX AHOMANHH BO Bpema Y3H, HocHTesiM
cOAMAHCHPOBAHHLIX XPOMOCOMHBIX MeEpecTpoeK, Jnbo np Ha-
JHYHH B cemeiHOM aHAMHeE3e XPOMOCOMHOH aHomamm. llemio
MPEHATAIEHOA JHAIHOCTHKH SRNACTCA PaHHEE BLIABICHHE IeHe-
THHECKDTO CHHIPOMA JUIA ONpEIESICHHs NPOTHO3a Ka4ecTsa H fpo-
JIO/DKHTE/IRHOCTH XH3HH pe0CHKa 110CIe POKIEHH, 8 Taloke obL-
emMa Heo(XOIMMBIX METHUMHCKHX EMEILIATENLCTB H peabimraipa.
CraHiapTHEG: 8HATH3 KIPHOTHITA HCTIONL3YETCA 1S OOHAPYXEHHA
XPOMOCOMHLIX aHOMAITHH ¢ paspetieHHeM 8 M6{4]. 3ta Texaanorna
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Henam3yeres ¢ 1970-x ranoB H B HacTOALIEE BpeMsA AONWIHAETC, 8
B HEKOTODBIX CITy4adAX 3aMEHACTCHA, XPOMOCOMHBIM MHKPOMATDHY-
HbM aHamoM (XIMA), YTO NosBANAET BRIARIATL BAPHALMH YHCIA
KOITHH y4acToB xpomocom (CNVs) ¢ Beicoiam paspeniertes. [pe-
mMyiuecTsa XMA 3aKTOMAIOTCR B BOGBMOMGHOCTH BLIARMATE Hecha-
nancHposatHble XA ot 50kb (B 3aBHCHMOCTH OT THITA MATPHIE), 3
TAIOKE YYACTKH OTCYTCTEHA ETEPORHIOTHOCTH, QIHOPOIHTEIRCKHE
IACOMHH, TPHIUIOHAMIO NPH OTCYTCTRHH HEOGXOMHMOCTH paboTars
€ KY/IBTypoH K/ETOK, YTO MOBALIIIAET BEPOATHOCTS MOMYYEHHA pe-
JyNBTATa H NOSBONAET COKPATHTE CPOK BHITIOMHEHHA HOCTIGIOBAHHSL
Hexnocranom XMA sRISETCA OTCYTCTBHE BOGMOKHOCTH BHIABIATH
¢0anaHCHPOBAHHKIE XPOMOCOMHDIE aHOMAITHH H HH3KOYPORHERLIH
MoaaHIgrM. Taroke CIIKHOCTH B HHTEPNPETALHH PESYTIETATOB MO-
IYT BORHHKETS [TDH BRISINCHHH XPOMOCOMHBIX 2HOMAITHH, PaHee He
OMCAHHAIX KAK IATOTEHHBIE.

Marepiani M MeToflbl

B 1970 rogy Kacnepcotiom Gbima oTkphrma mibdepernns-
aLHAR okpacka xpomoocoM (Q oxpacka) [Caspersson T, 1970]. 3ta
METOHKA MO3BOTHIA YETKD HACHTHGHLIAPOBATL BOE XPOMOCOMED
H C 3TOTO BPEMEHH LHTOTCHETHICCKHH AHAIH3 CTal JAOCTYTIEH A
MpPeHATAIHOH THATHOCTHKH. JJaHHKIH METM NNOGBOMAET BHIAR/IATE:
aHEYTIOHMMH (MOHOCOMHH H TPHCOMMH), IKVIHILIOHHM, AETeLHH
H QyTUHIQUIH Y9BCTKOB XPOMOCOM, pamdepom Gosiee 8 MG, cba-
JIAHCHPOBAHHEIE XPOMOCOMHEIE AHOMAITHH, 8 TAIOKE KOMILTEKCHEIE
XPOMOCOMHBIE AaHOMATHH. AHAITH3 KAPHOTHITA YACTO HCTI/L3YETCH
KAK eIMHCTBEHHAL MeTOA [1A BRITRIeHHA XA IUI00A B LMTOTeHe-
THYeckHx nabopatopusx PoccHH, 3aHHMAIOUMXCA TPEHATATBHOM
JTHATHOCTHKDH. PesymsTar aHATTH3A KAPHOTHIIA KY/IETHEHPYEMBIX aM-
HHOLWTOB, MM(OLHTOB MYTIOBHHHOH KPOBH HITH 00pasiio BOPCHH
XOpHOHR, MookeT GrTs noygex B Tedetme 10-21 mreit. Meoiry Tem,
OBILHPHKIA CTIEKTP CTPYKTYPHBIX aHOMAITHH XPOMOCOM, BEIYIIHX K
BOGHMKHOBEHHIO MHKPOE/EIHOHHBIX H MHKPOTYTLTHKAIHOHHBIX
CHHPOMOB HEBOBMOKHO HICHTH(HLIMPOBATH METQIOM PYTHHHOIO
LIMTOIEHETHIECKDIO AHAITH3A, MOCKVILKY OH MOGBQ/AET BHUBIATH
AHEYTUIONIMH, CTPYKTYDHbIE NEPECTPOHKH H JeTeiiH/Rymia-
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Tabauua 2. JnarnoctHueckas 3¢ PpexTHBHOCTH XMA B pasiHHBIX IPYAMax nonos.

K

Cearnaa Koropra or6opa’ kpaTepadl 230308 >bderTEnocTS
Tyreman et B8NP s MaTIRe ] aFSH=m 106 9
al.(2009) 2qn
Fass 2l (2010) | B & g w VI " 16
Faxs e121.(2012) Amcsaras k3 VI, wopnes RAD (raped ancoplosdy detoction) s 17
Srebexak et A n3 YIH (xap 207 77
al(2012) X
Reddy et MepraopoxaeEmae 332 23
al(2012)
Ganesamoorty et | Amcanoe m YIH 104 38
al (2o13)
Sckmad ot Crpy»Typansc map ¥ 03032, Mop: i xap o7 75
al(2013)
Lo etal(2014) | Crpyxrypsie $ ¥ IGTA wa YIH, ol - ne
Chanan et ABOMAIEE ¥ T30 107 93
A0
Lo etal(2014) | IboTEposaxmuie DOPOXN CCRIDD 9 192
Oneda et Hopa ol pmeTRm, Xl opmex ey 32
al(2014)
Wang et Baxurn (B}
(2014 208
Zuma et al (2014) | Prroromse opsaxe P 18
Van Opstal et og Se3 Y3 ancsamh 1330 2
ac01d)
Srcbank et al VIH ameocaion 1033 58

LHHH pavepom Gonee SMB. Hiian paspeluaromas criocobHOCTS
SBJIACTCA HE ETHHCTBEHHLIM OTPAHHYEHHEM CTAHIAPTHOIO LIMTOTe-
HETHYECKDIO METOA HOCIENOoBaHHAL [/11 YCIENHOo aHa/H3a Xpo-
MOCOMHRIX [PETApAToB HEOGXOIMMO AOCTATOHHOE THCO MeTatas-
HBIX TUIACTHHOK C Xopouleii Moptonorved. Brenpentas B 1980-x,
duryopecuieHTHas rHOpHIH3aLKA i Sity H HA CETOMMAIHMHA AIeHb CO-
XpaHHna CBOe 3HadeHHe 1A aHamsa CNVs onpeieneHHhIX y9acT-
KOB resioma. OHAKD ee KTHHHYECKDE TPHMEHEHHE Ha CETOTHALIHIAA
ZieHb OTPAHHYEHO, JT0 CBA3AHO C PARHOOOPATHEM H NEPEKPHIBAHHEM
(eHOTHNOB NALMEHTOB ¢ paRMHHEMH CNVS, He N03BOIIAIOLMM BO
MHOIHX CITyHASX NIPOH3BECTH MMPABHIBHBIH BLIOOP 30HIOB, & TAIOKE C
TPYA0EMKDCTBIO H IOPONOBHAHOM AaHHOrO MeTofa. Kpome Toro, me-
Tan FISH He nomxonyT is pyTHHHOIO NOHOMEHOMHOTO CKPHHHHTA
CNVs, 410 TaIoKe OTPaHHYMBAET MPHMEHEHHE €r0 B KITHHHIECHDR
TIPaKTHKE.

B nocsieiHHe NecATHIETHA AKTHRHO PAXBHBATIACH TEXHONIOTHH
anam3a JTHK, 410 NpHBeno K NOSRNEHHIO HOBBIX, MAMHONCHOMHBIX
IHMATHOCTHICCKHX METOJIOB, TAKHX KAK CPABHHTE/RHAA TEHOMHAA
rbpumoaits (CGH) 1 XMA, xo1ophie CriocobHR! BRISBHTL MeHe-
THaecKHH HCOANAHC MEHLIIETO paMepa. JIaHHEIE MOMEKYTAPHO-
TEHETHHECKHE TEXHOJIOTHH He TPEGYIOT NIPHTOTORNEHHS XPOMOCOM-
HBIX MPETIAPATOR, 8 AHAMHIPY1oT rexomyio JJHK, yTo noseanser
HCTIONEI0BATH U151 AHAITH3A HHC/1A KOTIHH YHACTKDB XPOMOCOM Y FUIO-
1A NPAKTH4eCKH 060 MATEPHAN (BOPCHHB! XDPHOHA, AMHHOLITEL,
TTYTIOBHHHYIO KPOBS).

Pe3synbratsi 4 o6cymaehme

Ha ceromsaumMHi aeHb OOCTYIHO HECKVILKD METORMK IJiA
[HArHOCTHKH aHEYTUIOHN{R, TAKHX XKAK CTAHZAPTHOE LIHTOeNe-
THieckoe uocnenosanme, MLPA (Multiplex Langing-Dependent
Probe Amplification), KO-TILIP (somivecTsemnan duryopectient-
HAs MOTHMEpasHAY UerHas peaiams), FISH, ¢ nomoiimio xoTophx
BOGMOHHO GBICTPO NMOTYUHTS OTBET O KTHYECTBE H CTPYKTYpe OT-
JCBHBIX XPOMOCOM HJTH PETHOHA, QIHAKD OHH HE MOTYT 3aMEeHHTH
TNIQIHOTEHOMHDIH aHATH3 BO BCEX CITY4asX, TPpeSylOmMX HHBaTHB-
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HOH MpeHaTabHOA muarvwocTHKH (5] TMockumky craHzapTHoe
KAPHOTHITHPOBAHHE TMPEIOCTARIAET HHOOPMAIBIO O KINIHYECTBE
H CTPYKTYPE XPOMOCOM, €10 MOXKHO HCTIOIL3OBATH V1A BBIARNEHHA
Y3KOIO KPYra MOTEHUHATLHO NATOTCHHEIX XPOMOCOMHBIX aHOMa-
JHH, BKITIOHAA aHEYTUTOHIHH, NEJIEUHH, AYTUHKALUMA M HechanaH-
CHPOBAHHRIC TPAHC/TOKALIHH, KOTOphie HMEIOT paiMep o 8M6 [6).
TlonesHbM NONOMHEHHEM K KIACCHHECKOMY KAPHOTHIMDOBAHHIO
smseres uryopectienTHad i situ rHOpumnaima (FISH). Omoo-
PECLEHTHRIE MEHEHRIE QJIHTOHYK/ICOTHHbIE 30HB!, KOMILIEMEH-
TapHEIe onpenenexno# nocnenosaremuoctH JTHK, nenamaytores
A BHSYaTH3AHA HHTEPECYIOLIX XPOMOCOMHRIX ofnacteii. Jlo-
Kyc-crietaHYeCKHe WIH NeH-CrieliHIECKHE 30HIbI MOTYT HC-
NQEI0BATC A HACHTHOHIALIH HIBECTHBIX AHOMAIGIL, KOTOpRIE
CBA3AHRI C OMHCAHHLIMH XPOMOCOMHBIMH CHHIPOMAMH, HAIIPHMED,
nenetpn 22q11 npu curmpome Iy Jxopmiad, nenewm 7q1.23 npu
cupnpome Brumsamca [7,8). Tockumky FISH narmiaia 6urms «aiaue-
fIeHA) HA ONPEIENIEHHYI0 XPOMOCOMHYIO aHOMAITHIO, 310 Tpebyert,
4TO6R! y Bpada OLIa HEOCTIOpHMAd KITHHHYECKAs TMIIOTesa, KoTopast
KOPpPESHPYeT ¢ GeHOTHNOM TUI0fa. JIHAMHOCTHYECKAs LEHHOCTb Ka-
PHOTMITHPOBAHHA COCTARIIAET MPHMEPHO B 9% B IPyTmIE 1008, ¥
KOTOPAIX BRITA/ICH MOPOK PA3RHTHA WUTH aHOMATHH paseHTviA [9).
TNocxomsxy B GambumnsicTse cryaaes, npH Hamenst BITP apuotn
IIOJA OCTASTCA HOPMATEHBIM, 3TO CBHETENLCTBYET O HeotxamMo-
CTH NOMOMTHHTENBHBIX HOC/IEOBAHHI ¢ Gasiee BBICOKDH JHATHOCTH-
decknii a¢pexTHBHOCTEHO [ 10].

TMoArneHHe METONOR, OCHOBAHHBIX HA CPARHHTE/BHON FEHOM-
HOH I'MOPHIIGALBH, B SACTHOCTH, XPOMOCOMHOTO MHKPOMATPHUHO-
TO aHAJTH3A, BHAYANE (IPHBENO K ToMYy, 910 CNVs B reHome onpene-
nsumHCh 663 yHeTa X KITHHHYECKOH 3HATHMOCTH, HTO IPHBOTWIO K
oum6iam B HHTEpNpeTaLsnL Bekope nocne 31oro cram neAnsmes
6azl AAHHBIX, B KOTOPAIX CONCPAGUTHCH HAHBONEE PaCcTIPOCTPaHeH-
Hble BapHalpy (Hanprmep, Baza marmbx lenomHEx Bapxanros
(DGV)) Ha ceromumummii Aesb, a1 KACCHQHIQUMM BapHaLmii
aucna komii JTHK pexoMeHIyeres HCnob30BaTs ClIEIyKOLHE Kare-
TOPHH: MATOMCHHBIE, HETIATONEHHBIE H BAPHALIMH Tca kormt JJHK
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Ta6anua3. CpaBHHTeNLHAA TaGNHUA METONOB AHATHOCTHKH IeHETHYECKOH NATOIOTHH
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€ HEHIBECTHOM KIHHHIECKDH IHAHMOCTRIO. PexoMeHzaLmH no ob-
paboTie H HHTEpIpeTaLHH JAHHRIX XPOMOCOMHOTO MHKPOMATPHY~
HOTO aHA/IN32 Y>Ke HATABAIHCH panee, Ho GLUTH HeIABHO aKTyaH3H-
poBaHkLl aMepHKaHckum Konnerpkem MemamHcxoii Fenenian [11]

OnyGIHKDBaHB! HECKDJILKD LTHPOKDMACLIITROHBIX HOC/IEA0Ba-
HHi1, B KOTOPAIX OLICHHBAETCA HacTOTa BhlARyieHnA CNVs y iaos ¢
aHOMATHAMH pasBHTHA. B HocneosanHy, Bmoaatoienm 1033 mwo-
JI0B C aHOMA/IMAMH PA3BHTHA BAAR/ICHHRIX PH Y3H, HopramHam
KAPHOTHIIOM, B pesynkTare XMA coobupm o naroreHHsix CNVs
B 5,5% ciyuaes, [12,13,14] Knunnmecias apgexnmrocts XMA ¢
SNP anammom y ruiogos ¢ BIIC 6buta sywne seero ommcana B 13
MyGIHKALHAX, KOTOPBIE BITHOHATH MeTaHams3 1131 cyuaen. K-
HHYecKkH 3HaIHMble CNVs (HCKIouasA aHEYTUIOWIHH H AENELMIo
22q11.2) cocrasim 3,4% npy mamposanskix BIIC 1 9,3% npu
BIIC B coderanni ¢ HHEIM NOPOKOM Pa3BHTHA. TIpH BXIOMEHHH
nenewps 22q112 ob1ian BRISBIIEMOCTS cocTaBHIA 12%(75%) Mo~
My4eHHbIe Pe3YJILTATR TOBOPAT 0 ToM, 910 XMA ¢ anamnom SNP
[O/DKEH HMCTIONMB30BATHCA A1 MPEHATAMHOMN JHATHOCTHKH IUIONOB
¢ BITP [15).[Tabm1a2)

CexpeHHpOBaHHe HOBOTO nokoerHa (NGS) ~ meran, koTo-
Phiif TOMLKD HEYHHACT HCTIOML30BATLCA B MPEHATANMLHON JHATHO-
CTHKE, MEPBOHAYANLHO MCTIOMBAOBABUIMACA A1A HOCHTHOHIRLIMH
OQHOHYK/TEOTHIHBIX 3aMeH BO MHOTVX N'eHAX 32 QJHO HCC/IGIOBAHHE.

TNepBhif WIHIIMECIH OTIET O CEKBEHHPOBAHHH 3x30Ma GbLt
caenaH B 2010 rogy u conepian midopmaipio 06 naeHMbH@AIMH
MyTaipsi B reie DHODH B iadecse npiesHE! crapoma Mune-
pa [16]. 3a HECKWILKD JIET CEKBEHHPOBAHHE 3K30MA MOKARANO O4EHD
XOpOILMe Pe3Y/ETarhl B KAYeCTBE HHCTPYMEHTA UIA JHATHOCTHKH
MOHOIEHHBIX CHHIPOMOB. Bruio HueHmhHIMpoBaHO No MeHblleH
MEpE CTO N'€HOB, KOTOPBIE COLESPMAT MYTAIIHH, BROLIBAIOLHE CHH-
ZIPOMBI C MEH/IETIEBCKHM HacneoBaHHeM [17). Ha manmnii MomedT
CEKBEHHPOBAHHE JK30MA BCE HAllle HCTIOMLIYETCA B KIHHHICCIOH
TIPaKTHKE B KA9ECTBE JHATHOCTHHECKDTO TECTa U MALMEHTOB C
penxHMH 3a00neBaHHAMK.  JIHArHOCTHUECKAS UEHHOCTL METOIR
NGS cocrannser oxono 25% [18,19]

Ne13 (168) december 2018 PERINATOLOGY

B HemasHeM HecienoBaHHMH OhUTO MPQNEMOHCTPHPOBAHO,
YTO NPHMEHEHHE CCKBCHHMPOBAHHA JK30MA YBEIHIHBACT 9ACTOTY
BBIAR/ICHHA TEHETHYCCKOH MATQIOTHH (MOHOTCHHBIX CHHIPOMOB,
MHKPOE/ELHAMHKPOLYTUIHIALHHA) Y NIONOB CO CTPYKTYPHBIMH
AHOMATTHAMH 110 CPABHEHMIO ¢ KaphoTHmHposaHHeM H XMA (8
KAMeCTBe eMMHCTBCHHOIO Tecta). Hocnenorarme nposamuiocs B
COTpyIHHYeCTBe ¢ BrpMvitremMciiM yHHBepeHTeToM (Bimingham,
UK) 1 Uscmvrytom Wellcome Trust Sanger (Cambridge, UK), Haro
KpyTHeiuas ormyGIHkoBaHHAR BHIGOPKA [UIONOB CO CTPYKIYPHBIMH
AQHOMATHAMH, KOTOPOH OLUIO MPOBEAEHO CeXBCHWPOBAHHE HOBO-
o noknieHHa. B Hocnenosanue ponumi 30 IUIQNOB € BPOKACHHEI-
MH MOPOKAMH Pa3BHTHA, PAVTHIHOH NOKATHIAIMH H HOPMATHHEIM
KEDHOTHIIOM.  JIHArHOCTHYECKAA LIEHHOCTh JITOM0 HOCIENOBAHHA
cocTarmama 10%, 4TO NOTUEPKHBALT IHATHMOCTDL JAOMHOMN CeX-
BEHHPOBAHHA H YBETHYHBAA HACTOTY OOHAPYEHHS NPCHATATBHEX
TEHETHYECKHX AHOMAITHH 10 CPABHEHHIO C KAPHOTHITHPOBAHHEM H
XMA (B kavecTBe MHHCTBCHHOI TecTa) [20, 21,22,23]

PyrHHHBIE METOIRL, MPHMEHAEMBIC VIS THATHOCTHKH IeHo-
THYECKOH MATO/OM Y IUIOMO0B ¢ AHOMATHAMK PalBHTHA WHIH X0~
rpadHIecKHMH MAPKEPAMH XPOMOCOMHO#H IIATOJIOTHH, TAKHE KAk
CTAHOAPTHRI anamp kapuorvma, FISH wm KO-TILP, re noseo-
JITHOT MPOBECTH OTHONCHOMHBIA AHAITHS C BRICOKHM PaspetlicHHeM
(metee 8Mb) TaGmima3. [TpoGema MonexynsapHO# JUAMHOCTHIH
XPOMOCOMHRIX QHOMATHH, BKITIONAA MHKPOJIENELHOHHRIE H MHKPO-
JYTUTHKALHOHHKIE CHHAPOMEI Y TUIO/IO0B C BPOKICHHLIMH OPOKAMH
PA3BHTHA, MCKET ORITH pellieHA ¢ MOMOMIBIO RRICOKDTEXHONOMHY-
HOTO METOR, HCTMQUL3YIOWIETO BLICOKYIO MPOH3BOIHTEMLHOCTE H
HyBCTBHTENHHOCTS NOMMMepatHoi uerHoH peaxamH (TILIP), Tou-
HOCTB H ClieLH(HIHOCTS, obecrieyBacMble THOpHMHauHei ¢ SNP-
QIMTOHYKTEOTHIHBIMH  MHKPOMATPHIIAMH  BRICOKDH  TUIOTHOCTH.
HiMerolmecs HA CErQHMLIHAA [cHb AAHHBIE TOBOPAT O HIHPOKDH
PACTIPOCTPAHEHHOCTH XPOMOCOMHBIX AHOMAUIHH, CPEIH KOTOPRIX
peoGranaioT CyOMHKPOCKDITHYECKHE NEPECTPOHKY, Y MALHCHTOB
€ BPOKICHHBLIMH TOPOKAMH Pa3BHTHA H YMCTBEHHOH OTCTAIOCTRIO
[24]. Taxm 0Bpasom, Ha CETOEHSAILHMIA JeHb HAKOIUIEH GaMbmoi
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MaccyB aHHbIX, NOATBEPXKAAOLLMX 3((EKTUBHOCTL MPUMEHEHNS
SNP-MVKpOMaTpuL,. 3ro OTPaXeHO B PEKOMEeHAALMAX psiga coob-
LLIeCTB M0 MPUMEHEHMIO JaHHOTO MeTOZA B Ka4ecTBe TecTa Mepeoii
JWMHWW B NpeHaTa/IbHOM AvarHocTuKe [22] npefCcTaBnseTcs BeposT-
HbIM, YTO CEKBEHMPOBAHWE CMefyHOLLEro MoKoeHns, B Oy/yLLEM,
CrOCcO6HO 3aMEHUTb Kak LIMTOreHeTUYEeCKWe, Tak U MOMeKynsp-
HO-LATOTEHETUYECKVE METOAbI MpeHaTa/bHOM reHeTU4ecKol aua-
THOCTUKM, OfiHaKO NS 3TOTO JOMKEH BbITb PeLLIEH psig, BONPOCOB,
BK/TH04as! pa3paboTKy peKOMEeHZaLMiA Mo MHTeprpeTaummn pesysTa-
TOB [JaHHOT O UCC/IE[0BAHNS.

KnuHndeckuii npumvep

MaupeHTka . 26 ner; obpatunack B MITK ¢ Lienbto onpegene-
HUA MPOrHO3a /191 Nioga.

Anamnesis: | ecTecTBeHHasi 6epeMeHHOCTb CPOKOM 21-22 He-
Jenn. B 11-12 Hefienb npovigeH | KOMOUHPOBaHHBIV CKPUHUHT, M0-
NyYeHbl CiefyroLLme faHHble:

Y3 o6cnefosaHyvie: KTP-48wm, TBIM-13mm, HK 3,5mMm

Buoxummuecknii - ckpuHuHr.  XY- - 0,43Mom;  PAPP-a-
0,18MOM-pucK tri 21,18,13- HU3KMiA

[Janee B 18-19 He npoiigeH M KOMBUHUPOBaHHBIA CKPUHUHE
18-19 Hepenb:

Y3 obcnegoBaHue: C3PIM, «Kny6HKoobpasHast dopma ro-
NIOBbI», OCOBEHHOCTW CTPOEHUA MOJOBLIX OpraHoB Iunocnagus?
Anucnaans?

Broxvmmuueckuii CkpuHUHE A®I1-101mam; XMY- 0.89mom;
cB3cTpron-0,6IMoM- puck tri 21,18,13- HU3KWIA.

YunTbIBas BbIsBEHHbIE 0COGEHHOCTU B Pa3BUTUM N0, pe-
KOMeHZ0BaHa MHBa3VBHas NpeHaTa/bHas AnarHoCTuKa. BbinonHeH
[VarHOCTUYECKWA aMHIOLIEHTe3 C XPOMOCOMHBIM MUKPOMLLPWY-
HbIM aHa/M30M.

MonyyeHo 3akntoTeHne: MonekynsipHbIid KaproTtun (B cooT-
BeTcTBUM C ISCN 2016):

aiT[hgl9] 16021022.1(64816063_68626571)xI

IMon nnoga: My>ckoi

1 VimeeTcs MUKpOAeneLms yyacTka 4/IMHHoro nneva (q) 16

XPOMOCOMbI C No3nLn 64816063 A0 no3uumm 68626571, 3axearbl-
BaroLLasA pervioHbl 16021-g22.1.

Pa3wviep: 3810508 n.

["eHbl, pacnonoXxeHHble BpaiioHe avcbanaHca: CDH11, CDH5,
BEAN1, TK2, CKILF, CMTM1, CMTM2, CMTM3, CMTM4,
DYNCIL12, NAE1, CA7, PDP2, CDH16, RRAD, FAM96B,
CES2, CES3, CBFB, TRADD, FBXLS8, HSF4, NOL3, EXOC3L1,

E2F4, ELMO03, MIR328, FHOD1, SLC9A5, PLEKHG4, TPPP3,
HSD11B2, ATP6VOD1, AGRP, CTCF, CARMIL2, ACD, PARDGA,
RANBP10, TSNAXIP1, CENPT, THAP1l, NUTF2, EDC4,
PSKH1, CTRL, PSMB10, LCAT, SLC12A4, DPEP3, DPEP2,
DDX28, DUS2, NFATC3, ESRP2, PLA2G15, SLC7A6, PRMT7,
SMPD3, ZFP90

MUKpOAENeLMOHHbIe Y MUKPOAYTULLIKALMOHHBIE CUHAPOMbI,
accoummposaHHble ¢ AucbanaHcom (OMIM): CuHapom feneummn
16022 (OMIM: 614541) [leneums B rpaHuLIax 06Hapy>eHHOro pe-
TIOHa onmMcaHa y pebeHKa C TAXENON 33AePXKKOI NCUXOMOTOPHOTO
Pa3BuTVIs, PACLLEIMHON Heba M nLieBbIMM Ay3mopdmami (Tsoutsou
E et al. Array-CGH revealed one of the smallest 16¢21¢22.1
microdeletions ina female patient with psychomotor retardation. Eur.
J. of paediatric neurology 17 (2013) 316-320) B 6a3e gaHHbIX ISCA
[feneuyn permoHa 16921-22.1 onpegeneHbl Kak NaToreHHble y nawy-
€HTOB C 33/1ePXKKOVi BHYTPUYTPOBHOTO PasBUTUS, 33ePXKKOIA MCHX0-
PeYeBoro pasBuUTUs, HapyLLIEHNAMM NOBEAEHMS, PacLLENMHON Heba,
NMLEBBIMM i3MOPAMUA. B Apyrux y4acTkax reHoma natoreHHbIX
MUKPCAENELMIA N MUKPOLYNIMKaLmiA pasmepom 6osiee 800 000 .H.
He 06Hapy>KeHO.

2. Y4acTKu MoTepn reTepo3vurorHoCTn CoAepXKalLye reHbl,
CBSAi3aHHbIe C (leHOMEHOM UMMPUHTUHIA- OTCYTCTBYIOT

3. MpoTsHKEHHbIe y4acTKu NoTepu reTeposvrorHocry (>3 000
000 n.H.) - 0.14 % (06LLENONYNALMOHHBI YPOBEHD).

3akno4eHre

Pa3mep AeneLyn He No3BONSN BbISBUTL €€ MpU CTaH4apTOM
aHam3e kapuoTuna. MonyyeHHas npu XMA MH(pOpMaLns MOXET
1CNonb30BaThea A1 MK, B T.U. AN1S NaHUPOBaHWS CreaytoLLeit
6epeMeHHOCTH

Kuesckas 10JC, Kanusey, /1, Lunosa HJS, KopocTe-
nes CA, Meaukos 471, Kygpsasuesa EJT, OO0 «[leHavuem», T

Mocksa. ®IBOY /MO Poccuiickas akafemusi HeMpPepbIBHOTO NPo-
theccvoHanbHoro obpasoBaHns OIBHY Meayko-reHe TudecKuin
HayuHbIii LeHTP, I Mocksa ®rAOYBO Mepsblit MTMY M. 1M

CeyeHoBa MuH3gpasa Poccun. Ypanbckuii rocyAapcTBeHHbIA Me-
[OVLMHCKWIAYHVBEPCUTET, Kadepa akyLLepcTBa 1 TMHEKONoruu, T

ExaTepuHGypr
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