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EHeTquCKoe KOHCYJIbTUPOBAHUE — IIPOIECC
obecredyeHUs OTAEIbHBIX JIHI] U ceMell nHpopmaruei
O XapakTepe, TUIle HACJIEJOBAHUSA U 3HAUEHUU T€HETH-
YECKUX PACCTPOMCTB, CIIOCOOCTBYIONUI TPUHATHIO UMU
MH(OPMUPOBAHHLIX MEJUITMHCKUX U JIMYHBIX PEIIeHUN
[1]. Ho kayecTBEHHOE reHETHYECKOE KOHCYJIBTUPOBAHIE
HEBO3MOKHO 0€3 ITOCTAHOBKU TOYHOIO auarnosa. OmHa-
KO JIO HEJaBHETO BPEMEHU MHOTUE HaCJIEJCTBEHHbIE
CHUHJIPOMBI C MHOKECTBEHHBIMHM IIOPOKAMM Pa3BUTHA
1,/ YUI YMCTBEHHOH OTCTaJIOCTBIO, TU3MOP(MUIMA a TaK-
JK€ PacCTPOMCTBA ayTUCTUYECKOTO CIIEKTPA OCTABAINCH

HeaudPepeHITTPOBAHHBIMU B CBSI3U C OTCYTCTBUEM JOC-
TYIIHOU MOJTBEPK/JIAIOMEH MOJIEKYJIAPHO-TCHETHYECKOM
JIMarHOCTUKH. Vcrosb3oBaHME PYTUHHOTO KapHUOTHUIIN-
POBAHUS IO3BOJISIET BBISIBUTH XPOMOCOMHBIN JIUCOATAHC
pasmepom 3-5 Mb u 6ouee [2]. B nocieanne asa gecaTu-
JIETUSI JUIS TIOBBINICHUSI PA3pPEIICHUS 3TO HCCIIEJOBAHNE
HEPEJKO COBMEIIATIHM C TAapPreTHBIMU MOJICKYJISPHBIMU
TEXHOJIOTHSIMH, IIPH ITOMOIIY KOTOPBIX MOXKHO BBISIBUTD
M3MEHEHUs TeHOMA.

DiyopecrientHas rubpuansanus in situ (FISH) [3],
cpaBHUTEIbHAS reHoMHas rubpuamnsanus (CGH) [4]

V.A. GNETETSKAYA, G.G. GUZEYEV, LV. KANIVETS, S.A. KOROSTELEV, N.A. SEMENOVA
Chromosomal microarray analysis as a tool of modern genetic counselling

Key words: chromosomal microarray analysis, genetic counseling.

55 ‘ Ne 4 .

2013. fJeTtckada 60nbHMULA



O6MeH onbITOM

cnekTparbHoe Kapuoturposanue (SKY) [5] 1o cux op
IIPUMEHSIOT JUISI OOHAPYKEHUS JTOIOJHUTEIBHBIX CJIOXK-
HBIX WM CyOMUKPOCKOITMYIECKHUX HapymeHnid. OHaKo Ta-
KHe TEXHOJOTUH He MOJXOJSIT /Uil ITIOJTHOT€HOMHOI'O CKa-
HUPOBAHUSA B OOBIYHBIX KIMHHYCCKUX HCCICAOBAHUAX B
KAa4eCTBE PYTUHHOTO METO/IA AUATHOCTHKH — OHU HE 1Me-
IOT HEOOXOIIMOTO PAa3PENICHHUS, TPEOYIOT CIMIIKOM MHO-
ro BPEMEHH, TPYJOEMKH U/ UIHN Joporocrosmu [6-8].

1ernommnsie muKpouunst, NCIONb3yEMbIE JUIST OI[CHKH
qucaa koruit JIHK, — MONHBIN AuarHoCTUYECKU
MHCTPYMEHT, PEKOMEHAYEMBbII AMEPUKAHCKUM KOJLIC]-
K€M MEJUIITHCKON IeHETHUKH B KAYE€CTBE TECTA IIEPBOU
JIMHUM JUIS TIAITUCHTOB C Ae(UIIMTOM MHTE/UICKTA, Pac-
CTPOMCTBAMU ayTUCTHYECKOTO CIIEKTPa M,/ MIH MHOXe-
CTBCHHBIMU BPOXACHHBIMH aHoMamusamu [9, 10].
IeHOMHBIE MUKPOYHIIBI, MCIIOJb3yEMbIC B KJIMHUYICCKOI
IIPAKTHKE, OOECIEYNBAIOT ITOTHOTCHOMHOE IOKPBITHE
JUISI BBISIBJICHUSI XPOMOCOMHOT'O IncGaIaHca ¢ 60see Bbl-
COKUM pa3pelieHNEM 10 CPAaBHEHHIO C PYTHHHBIM KapH-
OTUIIPOBAHUEM. BO3MOKHOCTD M3yYeHUs TEHOMA IIPU
TAKOM BBICOKOM Pa3pelIeHUN IIPUBEJIA K OTKPBITHIO ITH-
POKO pacHpOCTpaHEHHBIX BapHUAIUIl YMCIa KO B re-
HOME YEJOBEKA, TAKUX KAK ITOTUMOP(HBIC U3BMECHCHUSA Y
3/JOPOBBIX JIOJEH U HOBBIC ITATOICHHBIC IUCOATAHCHI
4ucIa KOIUM.

Bapnanusa umcaa xommit (CNV) - cermenr JIHK
pasmepom 1o kpaiineit mepe 1000 11.H., KOTOPBINA OTIN-
YaeTCsA YHMCJIOM KOIHUN OT penpe3eHTaTUBHOro pede-
peHcHoro renoma. Tepmun «CNV» He mojpasymesaer
KJIMHUYECKON 3HAYNMOCTH, ITO3TOMY BBIJICJICHHE MATO-
FEeHHBIX WIN JoOpokadecTBeHHBIX CNV Heo6Xoammo
JUIST 9ETKOH CBSI3M C KJIMHUYECKUMHU IPOSBICHUSIMH.
[Toreps umciaa komwit (AeJeIys) WIM UX YBEJIMYCHHUC
(JIyTITMKALINS ) IOJKHBI OBITH OIIPEACICHBI, YTOOBI yTOU-
HUTB Xapakrep CNV.

B 3aBucuMocTH OT KIMHUYECKON 3HAYNMOCTH OOHA-
pykennsle y marpieHTa CNV 10KHBI OBITh OTHECEHBI K
OJIHOU U3 TPEX OCHOBHBIX Kareropuii [11].

Marorexnbie CNV. Bapuarun yncira konuii JOKyMeH-
TUPOBAHBI BO MHOTUX PELEH3UPYEMBIX U3JAHUAX, Ja-
JK€ eCIM MEeHEeTPAaHTHOCTb M dKcupeccuBHOCTL CNV
M3BECTHA KAK Ie€pEMEHHAA. DTa KaTETOPUsA BKIIOYAET
6onpmue CNVs, KoTOpble MOTYT OBITh HE OIMCAHBLI B
MEJULIMHCKON JuTepaType B TOM pasMepe, B KaKOM
OHM BCTPEYAIOTCS Y HAIUEHTOB, HO OHU II€PEKPHIBAIOT
MEHBIIUI MHTEPBAJI C YETKO YCTAHOBJIEHHOU KIMHU-
yeckoil 3HauuMocTbio. /Jlaxe eciu nosHbli addexr
CNV y nanmeHTa He U3BECTEH, €€ IMAaTOr€HHDIN Xapak-
TEP HE BBI3bIBAECT COMHEHUA. 32 UCKIIOUEHUEM YCTOSAB-
MUXCA IIUTOT€HETUYECKUX TeTepOMOP(PU3IMOB, 3TA
KaTeropus BKJIIOYAeT OOJbIIMHCTBO ITUTOT€HETUYEC-
KM BUANMBIX U3MeHeHnit (6onee 3-5 Mb). Ilpu orcyT-
CTBUM ACCOLMMUPOBAHHBIX C CUHJIPOMAMM JIOKyCOB
BHYTPHU UHTEpBaia BbIBOJA O naroremnoctu CNV cie-

AYET J€JaTb C OCTOPOXKXHOCTDIO.

CNYV ¢ Heonpe/ie/leHHON KIMHIYECKOH 3HAYMMOCTBIO
- 310 60sbInag rpynna Bnodaer CNV, koTopble mo3sxke
OyJlyT OIIMCAHBI TUOO KAK UCKJIIOYUTEIBHO ITATOICHHBIE,
an60 Kak JoO6pokadecTBeHHbIe. OJHAKO €CIM HA MO-
MEHT IOJATOTOBKHU 3aKJII0UYEHUS UMEETCS HEJJOCTATOUHO
JIOKA3aTeJbCTB JIJISL OJJHO3HAUHOI'O OIIpE/IeIeHUs KIMHU-
yeckod 3HauuMoctu, CNV 10JKHbI ObITh OIIMCAHDbI KaK
UMEIOIME HEOIPEJIEJEHHYIO KINHUYECKYIO 3HA4H-
MocTb. Huske npuBeseHbl TPpU KaTETOPUM Ui KJIACCH-
(puxarun HEeonpeieI€EHHBIX BAPUAHTOB.

[ Heonpeaeﬂenmm KAUuHUYECKAA 3HAUYUMOCMD,
6€p0ﬂmH0, namoczennusle. HaanMep: nMeeTcda €auH-
CTBEHHOC OIIMCAHUEC CN\/, HO C 9€TKO OIIpCJACJICHHbIMMI
TOYKaMM pa3pbiBa 1 (peHOTI/IHOM, XapaKTE€PHbIMI IS
JAAHHOT'O IIalTE€HTA.

® Heonpedenennas KAUHUMECKAS ZHAUUMOCD;
gepoammno, dobpoxauecmeennvie. Hampumep:

1) CNV He numeeT reHoB B UHTEpBasIE (OJHAKO BKJIIO-
YaeTcA B OTYET, IIOCKOJIbKY IIPEBbIIAET pasMep KpuUTe-
pus, yCTaHOBJIEHHOTO JTabopaTopueit).

2) CNV ommcana B HeG0IbIIOM KOJTHMYECTBE CAyJacB
B 6azaxX JAHHBIX BApUALUN B OOIIEH ITONY/IAIUN, HO HE
IIpe/CTaBIAEeT COOOM YaCThIN IOTIMOPMU3M.

® Heonpedenennas KAUNUNECKAR 3HAUUMOCTD
(nem nodxaaccupuxayuu). Hanpumep: CNV onucanbr
BO MHOTHX IPOTHBOPEYUBBIX MyOIUKAIUAX U,/ WU
6a3ax JAaHHBIX, HO OKOHYATEJIbHbIEC BBIBOJBI B OTHOIIE-
HUU KJIMHUYECKOU 3HAYUMOCTH ellle He CJIeJIAHbL.

No6pokayectenHbie CNV. Bapuaruu umcira komnmid,
ONMCaHHBIE BO MHOI'MX PEIEH3UPYEMbIX U3JAHUAX MU
6a3ax JaHHBIX KaK JOOPOKAYECTBEHHLIH BapHAHT, OCO-
GEHHO eC/IM Bapualis Yucjia KOIHME Oblla XOPOIIo oXa-
pakTepusoBaHa (HaIpUMEp, BapUallUs YMCIa KOIUH B
reHe ammiIassl cmousl [12]) u/mwm CNV npexacrasiser
co6oit gacTelii noaumMopduaM. UTobsl KBaIU(pUIIPO-
BaTLCA Kak nmouMopeusm, CNV 1oKHEI OBITH 3aperu-
crpuposansl y 1% B o6ieil nonyasumuy. Baxkno BHIMA-
TeJbHO U3yduThb A03y CNV, 3aperucTpupoBaHHOU Kak
JOOPOKAYECTBEHHLI BapUaHT, YYUTBIBAsA, HaIpHMEp,
YTO JYITMKAIIIH HEKOTOPBIX PETMOHOB MOTYT OBLITH 00
POKAaYECTBEHHBIMU, A ACJCIUUA TOTO € yJacTKa MOTYT
UMEeTb KJIMHUYECKYIO 3HAUUMOCTD.

Ha ceroguamuuii genbp B Poccun XpoMOCOMHBIN
MUKPOMATPUYHBIN aHAIN3 JOCTYIIEH Ha KOMMePYeCKOn
OCHOBE U YCIIEITHO IPUMEHAETCS KIMHUYECKUMU TeHe-
TUKAMU U1 UAEHTH(PUKALUA CyOMUKPOCKOIHMYECKOTIO
XPOMOCOMHOTO Aucbananca. Beicokoe paspemenue, mo-
JIydaeMo€e IPU UCIIOIb30BAHUM JIJIS TOTO UCCIEJOBAHUSA
OJIUTOHYKJIEOTUHbIX Mukpomarpurn, CytoScan™ HD
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KAPHOTHN FISH MUKPOMATPUYHbII AHATN3
NuarHocTu4eckas OuarHocTnyeckas
achcheKTUBHOCTb < 5% achcpekTuBHOCTL > 20%

V' BbIcoKas niioTHOCTb MapKepoB MepeKpblBaLLas BeCh MokazaHusi K Ha3HaYeHNIo
reHOM Mo3BOJISET MOJyHUTh Pa3peLleHNe Ha yPOBHe XPOMOCOMHOIro MUKPOMAaTPUYHOrO
OTesIbHbIX EeHOB. aHanusa:

Y Hanu4ume nonumopgbHeix MapkepoB (SNPs) noasonsier — BpoxpaeHHble nopoku 1 masneie
onpegenuTL y4acTku ¢ noTeper retTepo3auroTHOCTH, aHomalinn passnTua
OAHOPOANTENLCKUX QUCOMMI 1 MPONCXOXEHNE — BagepxKa rncMxoMOTOPHOro
reHeTNHecKoro matepuana. pasBuTUS, ayTU3M.

Y VBenuyeHHas 4yBCTBUTEIILHOCTb MO3BONSIET U3MEPSTh — lonosperue Ha M1KpoaeneuyoHHsle
YPOBEHb MO3auLM3Ma 1 OLEeHNBaTL Ka4ecTBo o6pasua. CHHAPOMBb!

Bbicokoe paapeLueHue rnosy4aemMoe ¢ UCrosib30BaHNeM
OJINrOHYKI1eOTUAHbLIX MUKPOMAaTpPUL NMO3BOJIAET
NMOQEeHTNOULNPOBaTbL XPOMOCOMHbIN gucbasiaHc ¢

BbicoYallLLuen TOYHOCTbIO, HyBCTBUTEJIBHOCTbBIO
N BOCTIpoNn3BogNMOCTbBIO pe3yJibTaTosB.

000 "leHomen"
f rE HOMEO Jla6opatopus MoneKynspHoi natonorum Ten.: 8 (495) 660-83-77

N
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pupmbr Affymetrix® (CIHA), mossouseT uaeHTUUITH-
pOBaTh XPOMOCOMHBIHM AMCOAIAHC C BBICOYAMIIEH TOY-
HOCTBIO, YYBCTBUTEJIBLHOCTBIO U BOCIPOM3BOJAMMOCTDIO
Pe3yJIbTaTOB.

B mpakruueckoil paboTe Bpady-TEHETUKY HEPEIKO
HNPUXOJUTCA CTATKUBATBCA C CUTyallued, Korja KIMHU-
yecKue IPU3HAKU U PEHOTUII TAIUE€HTA HE OCTABJIAIOT
COMHEHUA B TEHETUYECKOH 3THOJIOTUH 3200J1€BaHNs, HO
BEPUMUIPOBATH CUHIPOM CYIECTBYIOIUMHU METOAAMU
HE IPE/ICTABAAETCS BO3MOKHDBIM. TouHas olleHKa pucka
U NpeHaTaJbHAd JUArHOCTUKA B TAKUX CIydadX HEBO3-
MO3KHBI.

Knunuyeckuit cnyyaii Nei

Hayuenm b., 10 aem. B reHeTHUECKYI0O KOHCYIbTA-
nuio JITKB Nel13 nm. H.®. ®mratosa o6paTuinck poau-
TeJIN MaJIb4YUKA, CTPAJAIOIIETO SIMIIETICUEHN 1 0KUPEHN-
€M, C 3aJep’KKOI IICUXOpPeYeBOro pasBuTusd. Pedbenok
o6cienosan B Mockosckom HMM nepuatpun u 1eTckoi
xupyprud. OCHOBHOM KJIMHUYECKUH JUArHO3: WIHUOIA-
TUYECKAs TEHEPAIN3OBAHHASA AIUICTICUSA (MUOKJIOHUU
Bek ¢ abGcancamm). Jlerkas sasepiKka IICHXOPEYEBOTO
passutusa. Oxupenue II-III crenenn, cunjgpomMaibHasA
¢opma. Burniauro, yepseo6pasnas ¢opma. Kpunrop-
XHU3M JIByCTOPOHHHI (JIOXKHBII?).

M3 anaMHe3a: MUIbYUK OT POAMTEJENH, HE COCTOs-
X B KPOBHOM POJICTBE; 3-1 6epeMeHHOCTS (oT 1-it — 1e-
Bouka, 17 ner, 3/10poBa; 2-9 — MeJ. abopT), POJBI BTO-
pble, cpounble. Macca Tesa Ipu poKJIeHIn -4870 r, u-
Ha - 60 cMm. duuiaenTudeckue MNPUCTYIbl OTMEYalId C
poxzaenus. Ilpu ocmoTpe onpejesnsercs reHepaainso-
BAHHOE OXXHUPEHUE, MHOKECTBEHHBIE OYaru JEeIUrMeH-
TAIMU Pa3JIUYHON (POPMBI U Pa3MEPOB Ha JIUIIE, TyJIOBHU-
e ¥ KOHEYHOCTSIX, MHOKECTBEHHDBIE CeJ[ble TIPS BO-
JIOC, YTOJIIEHHBIC MOYKH YIIEH, KOPOTKAs IIes, Opaxu-
JAKTHINS, MUKPOIIEHUC.

ITposeneno obcnenopanue: kapuorun 46,XY,21 ps+.
Ananmu3 ajuleJIbHOTO METUIMPOBAHUSA IIPOMOTOPHON 00-
gactu resa SNRPN merogom MeTmicnenuduyeckoi
[P (curxpom Ilpanepa-Brum) marongoruu He BbIs-
BIUI. AHQJIN3 METUIMPOBAHUS ITPOMOTOPHOI 06JACTH
rena FMR1 merogom ITHP (cungpom Mapruna-beinr) —
6€e3 IMaTOJIOTUN.

TMC xposu: 1o pesyJabTaTaM HCCIEJOBAHULA, JAH-
HBIX 3a HACJAEACTBEHHbIE aMHUHOAIMAOINATUN, OPraHu-
yeckue anujgypuu U jAe@exTbl MUTOXOHJPHUAILHOIO
6eTa-OKUCJIEHNS HE BBISBIEHO.

Jl1s1 JanpHeNIIero yToOYHeH!s JUarnosa y pe6eHka
C CHHJPOMAJIBHOM IATOJOTUEH GBLIO NPUHSATO peElIe-
HHUE O IPOBEJEHUU XPOMOCOMHOI'O MUKPOMATPUYHO-
ro a"Hajausa. MoJeKyJIsapHO-IIUTOT€HETUYECKOE HCCIIe-
JJOBAaHME BBIIOJHEHO B Jaboparopun «lenomen»
Ha obGopyrosanum kommaHum Affymetrix® (CIIIA)
¢ ucnojbzoBaHueM MmMukpomarpuisl Cytoscan™ HD
(Affymetrix®, CIIA). B xoxe mcciemoBaHNs BBISBICHA

MUKpPOJEJCIUS HAa KOPOTKOM Iutede 16 XpomMocoMmsl
(Mmosexynsipaprit kapuorun 46,XY,21ps+.arr u T.J.
arr 16p11.2 (28810324-29043863)x1) pasmepom ~234 kb.
JlaHHas nepecTpoiika He 3aXBaThIBACT HAMMCEHBIIYIO 00~
JIACTh TIEPEKPBITHS, XapaKTCPHYIO JUIS CHHAPOMa MHK-
poxenerun 16pl1.2 (OMIM 611913). Tem He meHee
HalIcHHAS JICJCIUs CONCPKUTCA B 6aze JaHHBIX ISCA
U OIpEJieJICHA KAK MTATOTEHHAs C CYAOPOTAMHU, OXHUpe-
HHEM U AeUIUTOM HHTesLIeKkTa. IlarmumenTy yctaHos-
JICH JUarHO3: CUHAPOMaJIbHas (opMa MHOXKECTBEH-
HBIX BPO>KJICHHBIX aHOMAIUI Pa3BUTHS C JCPUITUTOM
nnTesiekTa. Muxkpogenenusa 16pl1.2 npentudunupo-
BaHA KaK MPUYMHA JAHHOH maTosoruu. B ranaom ciy-
4ae, IO CYIECTBYIOMNM pekoMenganusam [11], moxasa-
HO obGcienoBanue pojureneil. OHM OTKa3aINCh OT
JaTbHEHINIETo 06CIe0OBaHUsA, ITOCKOIbKY HE HYXKJa-
JIICHh B IPOTHO3€ OTHOCHUTEJIBHO JAJIBHEUIIEIO JETO-
pOXaCHUS.

Knunuyeckuit cnyyaii No2

Aesouxa B., 6 sem. Popurenn oOpaTwiich B MeaU-
KO-TEHETHUYECKYIO KOHCYJILTALIMIO C JKaJ00aMu Ha 3ajep-
JKKY MHTE/UIEKTYaJIbHOTO M PEYEBOIO PA3BUTHS Y UX JIO-
YepH, a TAaKXKe JUIA OlpeAeJeHHs IPOrHo3a B OTHOIIE-
HUU JATbHEUIIETO JeTOPOKACHUS.

M3 anamuesa: pe6eHok oT 1-if 6epeMEeHHOCTH, IPo-
TeKaBIIel 6e3 ocobenHocTeil. Pojer B cpok. Macca Tera
npu poxaenun — 3100 r, gimna — 51 cm. Onenka o mka-
se AIITAP - 7/8 6awios. Pannee passurne peGeHKa ¢
rpy6oii 3aIepKKOI MOTOPHOTO (XOUT C 2,5 JIeT) U 1cu-
XOpEeUueBoro (He rOBOPUT) PA3BUTHA.

IIpu ocMmoTpe oTMedeHbI MHKponedatnus, IPOoTpy-
3Us A3bIKA, NITO3, O1edapodrmos, GOIBIIIE HU3KO pac-
IIOJIO’KEHHDIE YIIM, MHMPOKUI KOHYMK Hoca. Pomurenn
OTMEYalOT JOOPOAYIIHLIH, APYKETIOOHDBIN XapaKTep Je-
Boukn. Co cj10B pojureseii, pe6eHOK OOBIYHO ITPeObIBa-
eT B XopomeM HacTpoeHuu. Ha ocHoBanuu nHammyus y
pebenka geduiuTa UHTEUIEKTA, 33 PKKI MOTOPHOTO
U PEYeBOro Pa3BUTHA, HEOOLIYHOrO (PEHOTHUIIA U ITOBE-
JEHYECKNX OCOOEHHOCTEN ObUI YCTAHOBJIEH JAUArHO3:
cUHApOMaIbHAsA (POPMa 3aJEPKKU IICUXOMOTOPHOTO U
peYeBoro pa3BUTHS.

B oTcyrcTBHE XOpOIIO pacno3HaBaeMoro beHOTUIIA
mudpdepenHnuaibHasg JMarioCTUKA IIPOBOJMIIACH MEKLY
MUKPOJEJEINOHHLIMA CUHJIPOMaMH, B TOM YHCJIE C
cungpoMom Amnrenbmana. C yd4eToM peKOMeHAALMI
AMEpPHUKAaHCKOTO KOJUIEKA MEJUIMHCKOM T€HETUKH
[11] B xauecTBE HCCIEOBAHUS IIEPBOIT JIMHUU PEGEHKY
ObUI HAa3HAYEH XPOMOCOMHBIH MHKPOMATPUYHBIN aHa-
3. Mccrenosanue GbLIO BBLIIOTHEHO B JIAOOPATOPUM
«lenomen» Ha oOGopyroBaHUM KoMmHaHuu Affymetrix®
(CIIA) c ncnonb3oBanueM Mukpomarpuier Cytoscan™
HD (Affymetrix®, CIIIA). B pesyabrare 6bl1a BBISIBICHA
MHKpOJieJelis Ha JJIMHHOM Iuiede 17 XpoMOCOMBI
(MOJIEKyISApHBIHI KapHUOTUI arr 17q21.31
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OpraHumsaunqa 34paBooOXpPaHeHUs

(43574907-44212416)x1) pasmepom ~637 kb. B nanmoii
obmactu npucyrcTByior OMIM aHHOTHPOBAHHBIEC TCHBI,
CBA3AHHBIE C CHUHJPOMOM MHUKPOJIEIeII 17q21.31. len
KANSLI - eauHCTBEHHBIH TeH, MyTaluud B KOTOPOM
0OYCJIOBINBAIOT OGOIBITUHCTBO MPU3HAKOB 3TOTO CHUHJ-

poma [13, 14]. IToctasien quaruos: cuuaapom Kyrena-ne
Opusa (Koolen-De Vries symdrome; OMIM 610443),

10.

Committee. Array-based technology and recommendations
for utilization in medical genetics practice for detection of
chromosomal abnormalities. Genet Med 2010; 12: 742-5.
Miller D.T., Adam M.P., Aradhya S., et al. Consensus state-
ment: chromosomal microarray is a first-tier clinical diagnos-
tic test for individuals with developmental disabilities or con-
genital anomalies. Am | Hum Genet 2010;86:749-64.

KOTOprI‘/JI HACJIEJyETCA TI0 ayTOCOMHO-JJOMUHAHTHOMY 11. Kearney H.M., Thorland E.C., Brown K.K., Quintero-Rivera F.,
THITY, OJIHAKO B HACTOSIIEE BPEMs ITIOUTH BCE CIydan OBbI- South S.T. American College of Medical Genetics standards
JIA PEe3yJbTaTOM MYyTaIluM IeHa KANSL1 wm genernmium and guidelines for interpretation and reporting of postnatal
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