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Pesiome

B cratbe npefcTaBneHs! pe3ynsTaTsl UCNOMb30BaHMA XMA NPy UHBAIMBHOM NPEHATANbHOM AuarHocTuke B Poccuy. B Meguxo-
FeHeTHECKOM LieHTpe «feHomes», KOTOpbiiA Bnepebie B POCCHM Havyan MCONb30BaTL AaHHoe uccneposanue, 3a 2013-2017
1T. 66110 NpoBeAeHo 634 NpexaTanbHbIX MCCNEA0BAHHA HA Pa3nuyHOM Guonorueckom Marepuane: B 221 (34,9%) cnyyae
martepuan 6bin nony4eH nytem Guoncuu BOPCHH XOpHOHA, B 381 (60,1%) nyTeM amuuowenTeaa u 32 (5%) nyTem KopgoueHTe-
3a. Pa3nnyHble XpOMOCOMHbIE aHOManuK Gbiny BbinBNeHs! B 19,7% Cny4aes, OMKUCaHa CTPYKTYPA BLIABNEHHBIX XPOMOCOMHbIX
NepecTpoex, NPOAEMOHCTPHUPOBAHA BLICOKAR PE3YNIbTaTHBHOCTL MOMEKYNAPHOrO KAPHOTUNPOBAHNA. Pe3ynbratbl, NONy4eHHbIE
npu ucnonb3osakuu XMA B Poccuu, COOTBETCTBYIOT MUPOBOMY OFbITY.

Kimoyesble c10Ba: XPOMOCOMHbIA MUKDOMATPHYHbIA aHaNW3, KapUOTHN, NPEHATANbHAA AWATHOCTHKA, aMHUOUEHTE3, KOpAOD-
LeHTe3, cuiapom ayHa

Summary

The article presents the results of the use of CMA in invasive prenatal diagnostics in Russia. In the Genomed Medical Genetic
Center, which for the first time in Russia started using this study, 634 prenatal studies on various biological materials were carried
outin 2013-2017: in 221 cases (34.9%), the material was obtained by chorionic villus biopsy, in 381 (60.1%) by amniocentesis
and 32 (5%) by cordocentesis. Various chromosomal abnormalities were detected in 19.7% of cases, the structure of the revealed
chromosomal rearrangements was described, and the high efficiency of molecular karyotyping was demonstrated. The results
obtained with the use of CMA in Russia correspond to the world experience.
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Beepsiue

XpoMOCOMHBIH MHKPOMATpHuHBIH aHatH3 (XMA) -
MOJIEKYIAPHO-LIMTOTEHETHHECKHH METOIl aHANH3a BapHALMiA
uucna xonuit JIHK no cpasHeHHto ¢ HaGopom npo6 wiu
MapKepoB, MOKPLIBAIOWHX ONpeesIeHHbIH Habop reHoB HAH
BeChb TeHOM, 6e3 HeOOXOAMMOCTH KyLTHBHPOBAHHS KIIETOK.
XpoMOCOMHEIT MHKPOMATPHYHBIH aHANMH3 (MOMNEKyIspHOE
KapHOTHIMHPOBaHHE) HMeeT GoNee BRICOKDE pa3pellieHne no
CPaBHEHHIO CO CTAHAAPTHBIM LIMTONEHETHYECKHM HCCeao-
BaHHEeM (KAPHOTHTHPOBAHHEM ) — HEKOTODBIE MaTPHLBLI MOTYT
BBIAB/ATS ACJIEUNH H TYTTHKALHH (BADHALHH YHCIIa KOMHH —
CNV) paamepom ot 50-100 k6, Tor/1a Kak npH KapHOTHITHPO-
BaHHH BHIABNSAIOTCA NHLIL aHOMANHH pa3mepoM Gonee 8-10
MB. Bricoxoe pa3jpelieHne — 310 Beayliee NPeHMYIECTBO
XMA, nockobKy HE BHIARJEHHBIE IPH KAPHOTHNHPOBAHHH
MHKPOIENEUHH H MHKPOAYIUIHKALHH MOryT GBITH mpuuH-
HOM LIMPOKOINO CMEKTPA TEHETHIECKH AeTePMHHHPOBAHHBIX

10

3a6oneBaHHit, B TOM YHC/IE CONPOBOKAAIOLUIMXCSA MOPOKAMH
Pa3BHTHA, HEBPOIOTHYECKOH NMATONOTHEeH H YMCTBEHHOH OT-
cranocteio [1].

MHpoBO#t ONBIT, HAKOIUIEHHHIH B TEIEHHE MOCEAHETO
AECATHAETHA, Noka3an, 910 XMA moxeT GhITh HEeHHBIM HH-
CTPYMEHTOM IIPH MPEHATANBHON AHATHOCTHKE XPOMOCOMHO#H
NaTOIOTHH TUI0AA. ITOT METO AEMOHCTPHPYET JyHIlee BHI-
SBJICHHE XPOMOCOMHBIX 3aHOMANHIi, YeM LHTOTeHEeTHYECkoe
uccnenosanse [1,2].

CpapuuTenbHan ouenka XMA u aHanu3a xapHoruna
NpH NpeHaTanbHOH IHArHOCTHKe GbLTa NpoBeieHa B HECKOMb-
KHX KpynHoMacwTabHeix HecaenoBaHuax. Ocobenno nones-
HBIM HCnonb3oBaHHe XMA oxajanock NpH HATHIHH MOPO-
KOB Pa3’BHTHA IL10/1a, BbIABRIEHHLIX ¢ oMowbio Y3U. B 2012
rogy MyNnETHUEHTPOBOE HCCIENOBaHHe, OPraHH30BaHHOE
HaumonansusiM HHeTHTyTOM 310p0sbs Pebenxa u Yenose-
geckoro Passutus (NICHD), nokasano, uro npu GepemeHnHo-
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CTAX C YCTAHOBJICHHBIMH YJIBTPa3sByKOBRIMH aHOMaTHAMH H
HOPMAIbHEIM KAPHOTHIIOM Yy TUIOA8, B 6% ciy4aeB NpH mpo-
BeneHHH XMA Gnini 0OHapyXeHb IJIHHHIECKH 3HaYHMBlE
CNVs (aeneuns H QyTUIHKALHH), @ PH OTCYTCTBHH yNbTpa-
3BYKOBBIX MapKepoB XPOMOCOMHBIX aHOMAJIHH CTPYKTYPHbIE
nepecTpofiki xpoMocoM ObisH BriARieRH y 1,7% mioaos K3
Tex, qeii kapHoTHn 6su1 B HopMe [2]. B wiHHHAeckHX peko-
MeHaauHax AmepHkaHckoii Komnerun Axyumepos-I'Hexo-
noroB (ACOG) # Ob6wectsa Mennunusi Marepu u Iliona
(SMFM) otmeuaetca HeoGxogHMOCTh Henonb3oBaHkt XMA
B KBYECTBE TECTa NMEPBOi JIHHHH B CJTy4asX, BRIABICHHR TIO
peaynbraraM Y3H nopokoB pa3sBHTHA ILIOAR, MpOBeeHHE
TPaJHLHOHHOIO aHAIH3a KAPHOTHMNA MPH ITOM He Tpebyer-
ca (ypoBeHb JOKa3aTeNnbHOCTH 1A). ¥ miona ¢ HOpManbHEIM
2HATOMHYECKHM CTPOEHHEM BO3MOXHO HCIIOJIL30OBAHHE KAk
XMA, Tak H aHanH3 kapHoTHNa [3].

JpyrsM BaxHEM npenMylectsoM XMA sBnsercs To,
9TO0 B NpouUecce NOCTAHOBKH METOIHKH 8HANH3a HCKIIOYE-
€TCS 3Tan KyNbTHBHPOBAaHHA KJIETOK, KOTOPHIH HeobxomHM
NPH MOCTAHOBKE LHMTOIEHETHYECKOIO aHajiH3a. JTo pas-
nuvne cnocobetByet Goee GHICTPOMY MOMYHEHHIO pe3yib-
Tara. IIpH npeHaTanbHOR AHArHOCTHKE CPOKH TPOBEACHHA
aHaIH3a 0COGEHHO BKHBI, TIOCKONbKY PE3YNbTaT MOXET Cy-
IIECTBEHHO MOBJIHATH Ha TAKTHKY BEACHHA GepeMEHHOCTH.
Kpome aTor0, HelnodaeTcs (AKTOp HEYAAYHOIO KYJIbTHBH-
POBAHHA, NOTYYEHHOrO GHONOrHYECKOrO MaTepHaa, IT0 No-
BHIaeT 3¢HeKTHBHOCTL HCCNEAOBAHHS.

XMA Mmoxer GuITh BHINOMHEH Ha Mo6oM JOCTYTTHOM
6HoONOrHYecKoM MaTepHasie HOJyIeHHOM KAk NPH acmHpa-
LIHH BOPCHH XOPHOHR, TaK H NPH aMHHOLEHTe3e, THO0 Kop-
JZIOLIeHTe3E.

HecMmoTpa Ha BhicOKyl0 pesynbTarHBHOCTE XMA, He-
06xoaMMo HHGOOPMHPOBATH NMALHEHTOB O TOM, YTO AAHHKIA
METOJl HMECT HEKoTophle orpaHHueHHA. XMA He BhisRnser
TOYKOBBIE MYTAlLlHH B I'eHaX (OHOHYIJICOTHAHBIE MOMHMOP-
$HIMK), HIMEHEeHHe 9HCIa TPHHYKNEOTHIAHBIX MOBTOPOB.
Mockonbky XMA omnpenenser Tonbko HecbanaHcHpoBaH-
HHE XPOMOCOMHEIE 2RHOMAITHH, HCIO/Ib30BATH €r0 [UIS MOHC-
ka cGanaHcHpoBaHHEIX mepecTpoek Henbas. [ToMHmo 3TOrO,
MOXeET OLITb He BHIARIEH HH3KHH ypOBEHb XPOMOCOMHOIO
Mo3aHIHIMa [1].

CrnemyeT TaKKe NMpeayNpPENHTD MALHEHTa O BOIMOXKHO-
CTH NOTY9YEHHA PE3YNbTATA ¢ HEONPEACICHHOA KIHHHYEeCKOR
3HaYHMOCTBIO. PacnpocTpaleHHOCTE BAPHAHTOB C Heompene-
JIeHHOH KJIHHHYEeCKOH 3HaTHMOCTBIO cocTaBadeT 1-2%. Ipu
noaocbrex CNVs MoryT GRITh paanH9HBIE HCXOMBI, HEBO3-
MOXHO TOYHO NMPEACKA3ATh NOCTHATANBLHEH (eHoTHn. OnHa-
KO ZOTIONHHTENbHAA HHbopMaltis 1o knaccudpHukauun CNVs
GHCTPO HAKAMNIHBAETCA (B CBA3H C YBENIHICHHEM YHC/Ia MpO-
BENCHHRIX HCCJICJIOBAHHA B MHPE), H C TeYEHHEM BpPEMEHH
KOJIHYECTBO CITy9aeB C HEONMpEAeNCHHBM KIHHHIECKHM 3Ha-
4eHHeM yMeHbIaeTcs. [TalueHTH, 9eit 1o ARNIKETCA HOCH-
TeNeM NEePECTPOHKH C HeONpeAENEHHNM KIIHHHIECKHM 3Ha-
4eHHeM, JAODKHE OBITh MPOKOHCYJBTHPOBAHK JKCTEPTaMH,
HMEIONIHMH ocTyn Kk 6asam JaHHBIX, KOTOpPHE NMPEAOCTAB-
NA0T OGHOBIAEMYIO HHOOPMAIHIO O KOPPEJIALHAX MEXIY
TeHOTHNOM H (H)CHOTHNOM. B HEKOTOpRIX CITyuasx MONC3HEIM
MoxeT 6UTE 06ce10BaHHe poaHTeIeH Ha HOCHTENLCTBO Bhl-
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ABNEHHON nepecTpoiiku — CNVs, noABxBIuHeca de novo sB-
JIRIOTCA NMETOreHHBIMH yauge [1,4].

Jns Toro, 9106kl CHH3HTH BEPOSTHOCTS MIPEHATANBHOIO
Buanenus CNVs ¢ HeonpefeNeHHbIM KIHHHYECKHM 3Ha-
4eHHEM, HEKOTOpPHIE CNEUHATHCTB PCKOMEHAYIOT HCIOb-
30BaTh NMpH mposeAeHHH XMA MaTpHuml ¢ Gonee HH3KHM
paspemienneM. Ho B 3ToM Ciyuae HeOOXOAHMO YUKTHIBATS,
9TO B NOCTHATAILHOM NEPHOAE MOXET NOABHTLCA HOBAA KITH-
HHIECKAA HHQOPMALIMA, H TIPH HCMIONL30BAHHH MATpHL 6o-
Jiee BRICOKOTO Pa3peHIeHHA MOTYT ORITh BRIB/IEHH paHee He
onpenenennnie CNV [4]. Moxer GLITh yTO9HEHa H KIIHHHYE-
CKast 3Ha9IHMOCTh paHee BulABICHHBX CNVs ¢ HenisecTHOH
KIHHHYECKOR 3HAYHMOCTBIO.

B Poccun XMA Hcnonb3yeTcs B MPEHATANBHON AMa-
rHocTuke ¢ 2013 rona. BriepBhie B Hamie cTpaHe naHHas
MeToAHKa OBUTa OCTaB/IcHa B MEJHKO-TEHETHIECKOM LIEHTPE
“Tenomen™, . Mockaa. Biarogaps BO3MOXHOCTH TpaHcnop-
THPOBKH (MarepHas MoXeT 6LITs JoCTaReH B 1a6OPaTOPHIO
B TeucHHE 484) B HACTOAILEES BpEMA BO3MOXHO HANPAaBHTHL
GHonornaeckuit MarepHall, NONYYEHHKHA NMPH HHBAa3HBHOA
npeHaTanbHOH AHAarHocTHke, H3 Moboro pernoHa Poccun
ana npoeeaeHus XMA.

Ienvto Hameii paboThl OLLIO OUCHHTD PEIYJILTATH HC-
nonb3oBaHnA XMA npH npeHaTalbHO#M AHarHocTHKe B Poc-
CHH.

MarepHanb! H MeTOfbI

BeutH mpoaHanH3HpoBaHH 0OOpasubl, HApaB/eHHBIE
s nposeaeHHA XMA ¢ uensio NpeHaTanbHOH AHArHOCTH-
KH XPOMOCOMHO# MaTOJIOTHH IL10/Ia B METHKO-TCHETHIECKOM
ueHTpe «eHoMem».

Ipu nposenenun XMA mHcnoab3oBamHCh SNP-
ONIHIOHYK/ICOTHJHbIE MHKpoMarpHunl Cytoscan Optima
(Thermo Fisher, CLLIA). C nomoInsi0 JaHHOTO THNA MaTpHL,
noMumo onpenenedns CNVs, BOIMOXKHO ONpeAciieHHe no-
JHILIOHAHH H OJHOPOJMTENbCKOH JHCOMHH (B OTAHYHE OT
CpaBHHTENbHOH IeHOMHOA THOpHAM3ALMH, MPH KOTOPOH
ONpeReNATCA TONLKO BAPHAUHH YHCNIA KOMHiA). Bunenexnue
H aHanu3 JTJHK npoBoaunuch B COOTBETCTBHE ¢ MPOTOKONIOM
NpoH3BoAHTeNs peareHToB. Onpenenelie BapHalui IHcIa
xonuii (CN'Vs) RpoH3BOAKIOCH ITyTEM H3IMEPEHHA HHTEHCHB-
HOCTH CHIHAJIA C 30HJI0B.

Pe3ynbratb! W a06cyxaenne

B nepuon ¢ mapra 2013 o ox6ps 2017 rona B LeHTpe
«leHoMem» GBLTO MpoBeaeHO 634 MpeHaTaNbHBIX HCCIIEA0BA-
Hug MeTonoM XMA.

B 221 (34,9%) cnyqae Marepuan 6ui1 NomydeH myTeM
6HOMCHH BOPCHH XOpHOHa, B 381 (60,1%) myTem aMHHOLEH-
Te3a H 32 (5%) myTeM KopaoLeHTe3a,

JluHamuKka konHdecTsa McciaenosaHuit 3a 2013-2017
IT. MpeAcTaBlieHa HAa pHc. 1. Meroauka Hadana BHEOPATHCA
B 2013 rony, u yxe B 2014 rogy HaGmonaetcs peskuii poct
xonuaecTsa aHamM3o0B. B 2015 roxy xonH4ecTBO GHATH30B,
MpoBeleHHRIX B HeHTpe «[eHOMEM» HECKOBKO CHH3HIOCDH,
BOIMOXHO, 33 CYET TOIO, YTO 06OpYHOBaHHE, HeobxonHMOE
ans nposefieRHs XMA nossmioch H B JPYIMX LEHTpax,
MpOH3OLLIO TepepacnpeefieHHe NOTOKA NALMEHTOB, 4
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Puc. 1. KonmyecTBOo 06pasLioB, MoyueHHbIX NPY MHBA3UBHO AMArHOCTUKE C MOMOLLbI0 PasMyHbIX MeToA0B 3a6opa
NA0AHOIO MaTepmana.

Tabnuua 1. PesynbTaTtbl npeHaTanbHOro XMA

Tun CNV

AyrocomMHble TpUcoOMnMn

Mo3aunyHble ayTOCOMHble TPUCOMUM
TpUCOMUM/MOHOCOMUM LIENOr0 Nieva XpoMOCOMbI
AHeynnonaum roHocom

Tpunnongms

MuKpogeneymoHHble/MUKPOAY NINKALMOHHbIE
CUHAPOMBI

MaToreHHble feneuun/gynnnmkaugum
KnaccuuLMpoBaHHbIe KaK CUHAPOM

[ucbanaHc aByX 1 60nee HEroMOAOMMYHbIX XPOMOCOM
MHOXeCTBEHHbIE @aHOMaNUK OAHON XPOMOCOMbI
MatoreHHble CNV, 3axBaTblBalOLLMe TeHbl, CBA3AHHbIE
C MOHOFeHHbIMU 3a60N1€BaHNAMM

MpoTAXEeHHbIe YYacTKN OTCYTCTBUS reTepo3uroTHOCTH
CNV c HeonpeAeneHHbIM KIMHUYECKUM 3HaYeHneM
HeknaccnununpoBaHHbIii gncbanaHc

KoHTaM1HaL M MaTePUHCKUMK KneTKamu

Hopma

He

maTtepuan nocne MHBasWBHOW AMAarHOCTMKW HanpaBnsncs Ha
[aHHbI aHanm3. Tem He MeHee ¢ 2015 ropa Habnogaetcs
CTOWKMIA POCT KONMYECTBA aHaNN30B, YTO CBUAETENLCTBYET O
HEeYK/I0HHOM pOCTe UHTepeca K JaHHOW MeTOAMKe U NoOHWMa-
HUs Bpayamu ee [UarHOCTUHECKNX BO3MOXHOCTEVA.
Pa3nnyHble XpPOMOCOMHbIE @HOMAIUMN BbINN BbISBNEHbI
B 125 cnyyasx (19,7%). B 507 cnyyasx (80%) 6bin1 nonyyeH
HOPMasbHbIA MONEKYNAPHbI/A KapuoTun. Takoe 60/bLUOe KO-
JINYECTBO BbISBEHHbLIX XPOMOCOMHBIX aHOManii 06BACHA-
eTcsl, BO-NepBbIX, 60/1ee BbICOKOW pe3ynbTaTMBHOCTbI0 XMA
N0 CPaBHEHMIO C TPaAWLIMOHHBLIM aHaIN30M Kapuotuna, a,
BO-BTOpbIX, TEM, YTO 6O/bLIAA 4YacTb 06pa3LiOB Hanpasns-
nacb Ha aHanu3 BO BTOPOM TpUMeCTpe GepemMeHHOCTU npu
HaMuYMM BECKMX OCHOBaHWIA AN MpOBefEeHUS MHBA3WBHOM
[WarHoCTUKW, Hanpumep, NpU BbISBIEHUM NMOPOKOB pa3Bu-
TUS y nnofa. Y HEKOTOPbIX MAaLMEHTOK, KOTOpbIM 6bin Npo-

Konnyectso % cpegn % cpeau
o6pasuoB, abc.  Bcex BbISIBNEHHbIX
06pasLioB XPOMOCOMHbIX
(N=634) nepecTpoek
(N=125)
44 6,9 35,2
7 1,1 5,6
5 0,8 4
5 0,8 4
2 0,3 16
12 19 9,6
8 13 6,4
8 13 6.4
8 13 6,4
4 0,6 32
8 13 6,4
10 1,6 8
4 0,6 3,2
2 0,3
507 80

BefleH aMHMOLIEHTe3 WM KOPAOLEHTE3, YXKe NpoBofMnach
MNHBa3MBHaA [MarHoCTWKa B MepBOM TPUMeCTpe, maTtepuan
Hanpasfisancs Ha LWUTOreHeTUYeCKoe uccnegosaHve W 6bin
nony4YeH HOpMasnbHbIW pesynbTat. Mpu 3TOM BO BTOPOM TpM-
MeCTpe BbISBNANNCH YNbTPa3ByKoBble aHOMaiuu Mo Y3 u
npegnaranocb NPOBECTU MHBA3UBHYIO ANArHOCTUKY MOBTOP-
HO, C NOMOLL b0 60/1ee TOYHOr0 MeTofa UccnesoBaHuns.

B 2 cnyyasx (0,3%) aHann3 NpOBECTU He yAanoch M3-3a
KOHTaMMHaLMN MaTEPUHCKUMU KNETKaMu.

CTpyKTypa BbISIBNEHHbIX XPOMOCOMHbIX NEPECTPOeK
npeacTasneHa B Tabnuue 1

Cpean ayTOCOMHBIX TPUCOMMIA Yalle BCEro BCTpeya-
nacb Tpucomusa 21 (cmHgpom fayHa) - 34 cnydvas. Takxke B
3TO rpynne nepecTpoek BbIABASAANCH Tpucomus 13 (CuH-
npom MMatay) - 5 cnyyaes, Tpucomus 18 (cuHapom 3aBapAca)
- 4 cnyvas u Tpucomms 9. B mo3amuHOM BapuaHTe BCTpeya-
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JIKCh Te Xe CaMble CHHAPOMBI (110 | crydalo), a Takoke TPHCO-
mua 20 (1 cnyyait) H TPHCOMHA ORHOBPEMEHHO ABYX BYTOCOM
(1 cnyua#i). B 5 ciyuasx 6bulH onpeneseHsl MOHOCOMHH H
TPHCOMHH LIENbIX [U1EY ayTOCOM, B 2 C1y4asX —~ TPHIUVIOHAHS.

Cpeau aHeynnouiMi NMONOBRIX XPOMOCOM ObUIO BLIAB-
neHo 3 ciaydas MOHOCoMHH X (cHuapom TepHepa) u 2 — no-
JTHCOMHH X-XPOMOCOMBI Y IO MY>XCKOTO ILU10Aa (CHHAPOM
Knafiudensrepa), npuyem B oqHOM ciiyuae 6uin BLIABIICH MO-
3aHYHLIA BADHAHT JAHHOTO CHHAPOMA.

Ipyu nposenenun XMA B HeenenyeMoit rpynme 6suto
BhIABJIEHO 12 CiyYaeB MHKPONETELHOHKBIX H MHKPOIYTLUIH-
KALHOHHBIX CHHIPOMOB, CPCIH KOTOPLIX CHHAPOM ACJCLHH
22q11.2 (cunapom Ju-Ixopmxh), aeneuns 22q3 (cHHapoM
Qenana-Makaepmuaa), aeneuny 8p23.1, neneunn 15q11.2,
neneund 16922 m mukpoaymnHuauud 16pl13.11. Jauxue
CHHIPOMBI ONMHCAHBl B JIHTEPaType H 3aperHCTPHPOBAHHI B
paiHaHEIX 6a3ax JaHHBIX, B TOM 4Hcie B 6aze OMIM. Ho-
MHMO 3TOro, 6bUTO BBIABJIEHO 5 aeneusii H 3 AYTUIMKALMH,
paclLIeHeHHBIX KAK MIATONeHHhIE, HO He ONTHCaHHbIE KAK KIIHHH-
qeckHA cHuapoM. Taioke GbUto BRABIIEHO 8 CydaeB CTPyK-
TypHoro axc6anaHca AByX WiH 6onee XxpoMocoM H 8 crydaen
MHOXECTBEHHONO OMcOananca BHYTPH ONHOH XPOMOCOMBI,
fono6uule nepecTpoiiku He HekoualOT HecbanaHcHpoBaH-
HO# TPAHC/IOKALKH, KOTOpPas MOXKET HMETb Hac/1eACTBEHHRLIH
Xapakrep H GLITh Pe3ynbTaToOM HaMH4HA cOaIaRCHPOBAHHONH
PEUHMPOKHOA TPAHCNOKALHH HIH KHBEPCHH y ONHOIO H3
ponuTeneii. BonpxHCTBO H3 3THX CNVs He Gbuto GBI BHI-
ABNCHO NPH NPOBEACHHH CTAHIAPTHONO LHTOTEHETHIECKOTO
HCCJICI0BAHHA.

HUnrepecHpiMH Haxonxami apaaiorcs CNVs HeGons-
IIOTO pa3Mepa, HO 3aXBATHIBAIOMIHE MeHbl, CBA3AHHRIE C MO-
HOTEHHBIMH 3a00N€BaHHAMH, B TOM 4HC/IC H JOMHHAHTHBIE
3a6oneBaHHA ¢ MO3AHHM HawanoM. OtH CNV MoryTt 6mrs
yHac/leNOBaHkl OT POAHTeNeH, KOTOPLIX HeobXoaMMO mpexy-
MPEXKARTE O TAKOH BO3MOXKHOCTH TIPH MPETECTOBOM KOHCYIIb-
THpoBaHHH. Cpeay ManHeHToK UeHTpa «[eHoMen» npH npe-
HATANbHOA AHATHOCTHKe OLUIO BRIARJIECHO 4 TAKHX CIydas:
JeNeLMH reHOB, CBA3aHHRIX C pasBHTHeM aHeMHH PanbKOHH,
GOKOBOro aMHOTPOGHIECKOTO CKIEPO3a, CMAacTHIeCkoH na-
PalUICrHH H 3KTOAEPMATbHOA QHCILIA3HH.

Ipx npoBeneHHH MONCKYIAPHOTO KAPHOTHIHPOBAHKA
¢ HenonbzopatHeM SNP-MaTpHLI, BO3MOXHO BRIARIIEHHE ITPO-
TAKCHHRIX YIaCTKOB OTCYTCTBHA retepo3urotHoctH (LCSH).
CymecTBEHHOTO KITHHHIECKOTO 3HAYCHHA ABHHLIA pe3ynLTar

TPH APCHATaNbHOH AHarHOCTHKE HE HMEET, HO TEM He MeHee
yKa3bIBAETCA B 3aKIIO4EHHH. MBI NOMYYHIH Tako#H pe3ynsTar
8 pa3. CnexyeT y4HTBIBATD, UTO NIPH HATHIHH MPOTKEHHBIX
Y4Y8CTKOB OTCYTCTBHA METEPO3HIOTHOCTH MOBLIMIAETCA PHCK
8YTOCOMHO-PELECCHBHBIX 3a00/IeBaHHH.

CNV ¢ HeonpeneneHHHM KIHHHYECKHM 3HayeHHeM
6putH BLuABNEHH B 10 cmygasnx (1,5% cpenu Bcex nomydeH-
HbIX 06pa3ioB, 4TO COOTBETCTBYET JAHHBIM HTEpaTYpH [1]).

BceM nauHeHTKaM, y KOTOPhIX GhUIH BLIAB/IEHHI KaKye-
60 0coGeHHOCTH No peaynstaramM XMA, 6bL1a pekoMeHIo0-
BaHa KOHCY/IbTALHA FCHETHKA.

Bouisopib!

1. XpoMocoMHBIli MHKPOMSTPHYHBIA AHATH3 MOXET
HCIONb30BATLCA MPH HHBA3HBHOM NPEHATaNLHOH JHArHOCTH-
Ke B KAYEeCTBE TECTa NEPBOH THHHH.

2. [lpH Hampam/eHHH Ha HHBA3HBHYIO MPEHATAIbHYIO
AHArHOCTHKY MAUMEHTh NODKHB ORITE HHQOPMHpPOBaHH O
BO3MOXHOCTAX H OrpaHH4YeHHAX XMA H UHTOreHeTHYECKOro
HCCIIEN0BAHHA.

3. [Ilepea mposemennem XMA nauMeHTy AO/DKHO
6BITh NMpOBECHO 06A3aTENIbHOE NMPETECTOBOE KOHCY/IBLTHPO-
BAHHE, Ha KOTOPOM CHEMYeT COOOLIMTL O TOM, YTO He BCe
pesynstathl XMA HMeIOT OHO3HATIHYI0 HHTEpNpETalHIo H
0 TOM, 9TO MOXeT notpeboBarbcsa ofcneaoBanHe He TONLKO
L1048, HO K ero POaHTENIeH.

4. Pe3synbratel, NOJy4YeHHble NPH HCMOIbL3OBAHHH
XMA B PoccHH COOTBETCTBYIOT MHPOBOMY OIILITY.

5. KomMdecTBO aHAIH30B, BHIMONTHEHHRIX METONOM
MOJIEKY/ISPHONO KAPHOTHITHPOBaHHA B POCCHHM HeykIOHHO
PAcTeT, B CBA3H C 4eM TpefyeTcs MOAroTOBKA CNELHANHCTOB,
cnoco6HLIX rPAMOTHO MPOBECTH ITPETECTOBOE H NMOCIETECTO-
BOE KOHCYNITHPOBAHHE NalHEHTa. @
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