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[TpoBeneH aHaIM3 pacIPOCTPAaHEHHOCTH Bapualvii ynciia Konuit reHa CNTN6, BbiieJIeHHOTO HEAaBHO B
KadecTBe KaHIMAATHOTO IS MHTEJUIEKTYaJlbHBIX paccTpoiicTB. C moMoiibio KojudectBeHHoit [T P B pe-
>KMMe peaJbHOTO BpeMeHH B rpyririe 13 200 MmalureHTOB ¢ UIMOoNaTUYeCKOH YMCTBEHHOM OTCTaIOCThIO U 3a-
NePKKOI MHTEJUIEKTYyaJIbHOTO Pa3BUTHS HE OOHAPYKEHO HM OTHOTO CJTydast u3MEeHEeHUSI YMcJia KOTUii TeHa
CNTN6. C yueToM oNMCaHHBIX HAMM paHee MalueHTOB U JaHHBIX JIMTEPaTyphl OLICHeHAa CyMMapHasi ya-
CTOTa M30JIMPOBAHHBIX MUKpoAeaeLnii 1 Mukponyrinkauuii CNTN6, kotopast coctaBuiaa 1 : 265 (0.4%).
[Tpu cpaBHUTEBHOM aHaIM3e (DEHOTUITMYECKUX OCOOEHHOCTE! MAaIllMeHTOB C MUKPOIEIELIMSIMU U MUKPO-
nymukauusmMu reHa CNTNG6, He3aBUCHMO OT TUIIA XPOMOCOMHOM MyTallMU, BBISIBJICHBI paccTpoiicTBa
ayTUCTUYECKOTO CIIEKTpa, 3ajaep>KKa (PU3NUYECKOTO M TCUXOMOTOPHOTO Pa3BUTHSI, YMCTBEHHAasl OTCTa-
JIOCTb, CHIDKEHNE KOTHUTUBHBIX (DYHKIIUM, STTIeNTU(MOPMHbBIC PUTTAIKY, KapIWOJIOTUUECKUE HapyIle-
HUS Y TIOBeICHUYECKE IMPOOJIeMBI.

Karoueswie croéa: umpuonatudeckre MHTEUIEKTyalbHble paccTpoiictBa, CNV, MUKpoaeIeIMOHHbIC/ MUK~
ponyrmKauuoHHble cuHApoMbl, CNTNG6, konudectBeHHas I1LIP B pexxuMe peaabHOro BpeMeHU, TeHO-

deHoTUMUYECKHE KOPPEISILIMU.
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IIpuMeHeHWEe COBPEMEHHBIX TTOJTHOT€HOMHbBIX
TEXHOJIOTUI (MaTpu4yHasi CpaBHUTEJbHAsl T€HOMHas
ruopuan3anusi, CEKBEHMPOBAHUE HOBOTO TIMOKOJIE-
HUS) LIS UASHTU(PUKALUMU TeHETUYECKUX TPUYUH
3a€pXKKA PA3BUTUSI Y WHTEJUIEKTYaJIbHBIX pac-
CTPOMCTB 3a4acTylO0 HaeT LeJbIil CIIMCOK BapUalui
yncna Konuit yyactkoB JIHK (CNYV), cpenn KoTophix
BCTPEYAIOTCS KaK MOJIMMOPGhHbIE U TTaTOTEHHbIE BapU-
aHTBl, TAK W MYTAllUM C HESCHOW IaTOr€eHEeTUYECKOM
3HAYMMOCTbIO (ITOTEeHLIMAIBHO MaTOreHHbIE BApUalIii).
I1pu 3TOM pPEermoHBI XPOMOCOMHBIX MYTallMii OOBIYHO
COEpXKaT HECKOJIbKO T€HOB, YTO 3aTPYAHSIET OLIEHKY
BKJIa/la KaxKA0ro M3 HUX B (popMupoBaHue heHoTUna u
OCJIOXKHSIET UACHTU(DUKALIMIO KAHAUIATHBIX T€HOB
3abosieBaHUs1. B TakoM citydae ocoObIii MHTEpeC IJIst
JI0KAa3aTebCTBA MATOTEHETUYECKON 3HAYUMOCTU MY-
TalUii TMPUOOPETAIOT PELUMIIPOKHBIE MOHOTE€HHBIE
CNVs, npeacraBieHHble MUKPOJETCIIUSIMUA U MUK-
PONYTUTMKALIASIMUA B OMHOM U TOM XK€ XPOMOCOMHOM
PETUOHE C BOBJIEYEHUEM €JUHCTBEHHOTO IeHa.

YeTbIpe YHUKAIBHBIX CIIy4asl PEeLUIIPOKHBIX XPO-
MOCOMHBIX MyTallMili B cyocermeHTe 3p26.3, conep-
KalluX TOJbKO onuH reH CNTNG6, Obuiu BIIEpBbIC
ONMCaHbl HAMU paHee IIPU MCCIASIOBAaHUU ITallieH-
TOB ¢ yMcTBeHHOM oTcTajocthio (YO) [1]. CNTNG6

SBJsSIeTCS HeWpOHaJIbHOM MOJIEKYJIOM MEXKJIETOY-
HOM anre3um, OSKCIPECCUPYIOLIEHCS TIperuMylle-
crBeHHo B LIHC 1 BoBlIe4UeHHOI B IIPOLIECCHI pa3BU-
TSI HEMPOHOB, (DOPMUPOBAHMS CUHAIICOB U MUCIIN -
Huzauun akcoHoB [1]. Takumm o6paszom, CNTNG6
MOXKET y4acTBOBaTh B IIpolieccax pa3BUTUS U (DYHK-
nnoanpoBanusg LIHC, a myranmu, 3aTparnBaroiiie
red CNTN6, moryT O6bITh accolinmpoBaHbl ¢ YO. Lle-
JIbIO HacTosIIeil paboThl SIBUJICS ITOUCK PELUIIPOK-
HBIX MMKpOIEJelii M MUKPONYIUIMKAUiA TIeHa
CNTNG6 B paciiipeHHBIX BEIOOpKaX MallIEHTOB C 3a-
JIepXKoit pa3BuTus U YO, a TakKe CpaBHUTCIILHBIN
aHann3 (peHOTUNMNIECKIX OCOOEHHOCTE ITalleHTOB
C JAaHHBIMM XPOMOCOMHBIMU MYTallUSIMU.

Bbruio o6enenosano 200 mereit, B ToM yucie 46 ma-
IIMEHTOB B BO3pacTe OT 3 JI0 5 JIeT ¢ 3a/ep>KKOIf MHTEII-
JIEKTyaJTbHOTO pa3BUTHS (35 MaIbuUKOB 1 11 neBoyex) u
154 pebeHKa B Bo3pacTe OT 5 1o 18 JIeT ¢ AuarHo3oM ym-
CTBEHHasi OTCTAJIOCTb HeyrouHeHHas, Kon F79 mo
MKB10 (107 manbuukoB u 47 aeBouek). CpeaHuit
BO3pacT MalueHToB coctaBwi 9 + 3.89 roga. B KoH-
TPOJIbHYIO TpyIny (IOITyJISIIIMOHHAsT BIOOpPKA) BO-
Ut 97 300poBbIX My>KUUH U 103 XeHIIUHBI (BCETO
200 gestoBeK) B Bo3pacte oT 23 mo 69 et (35 £ 7.55 rona).
OOcniegoBaHre MalMEHTOB M CcOOp KIMHUYECKOTO
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Taomuua 1. Crpykrypa nipaiimepoB Ha reHbl CNTN6 u HEXB

Peruon I1paiimep IlocnenoBaTeabHOCTH
CNTN6_AF S'-TTTGTTCCACCTGATTGTATGG-3'

3p26.3 CNTN6_AR 5'-GAAGAGTTTATGAGTGGCAGCA-3'
CNTN6_BF 5'-CTGGACAGATGACTCCAAAGAA-3'
CNTN6_B R 5'-CCTGTCCCAGCAGTGTTGTA-3'

5q13.3 HEXB F 5'-CCGGGCACAATAGTTGAAGT-3'
HEXB R 5'-TCCTCCAATCTTGTCCATAGC-3'

MaTepraja OCYIIECTB/ISUIM Ha 0a3ze TeHEeTUYECKOM
kinuHuku HUU mMenuumHckoi reHeTuku r. ToMcka.
MubopMupoBaHHOE corjlacue OT poauTesieid Mpo-
0aHOOB M WHAWBUIOB KOHTPOJBHON I'PYMIILI OBLIO
MOJIy4eHO BO Bcex caydagx. [IpoBeneHme ncciaenoBa-
HUs1 6bUI0 ogo0peHo KomMuTeToM Mo OMOMEaULIH -
ckoli aTuke HN UM MennmimHCcKOI TeHETUKUA.

Kommaectsennas T1LP B pexxmMe pearbHOTO Bpe-
MeHM ObUIa nposeneHa Ha rpuoope CFX96 Real-Time
PCR (Bio-Rad, CIIIA) c ucrnojib3oBaHHUEM ABYX Iap
MpaiMepoB Ha KOAUpyIollyio objacte reHa CNTN6
(Taba. 1). B KayecTBe KOHTPOJIBHOTO JIOKYCa ObLI UC-
nonb3oBaH HEXB (5q13.3).

V Bcex 00CIen0BaHHBIX ITAIIMEHTOB OBLIO BHISIB-
JIECHO HOpMaJIbHOE (IMCOMHOE€) YMCJIO KOMUI TeHa
CNTN6. Hu omHoro ciydass MUKPOACICHUN WA
Mmukpoaynaukaunuyu CNTN6 HU B OGHOI U3 UCCIIE0-
BaHHBIX TPYNN HaMU oOHapyxeHo He Obu1o. Ilomy-
YEeHHBII pe3yJbTaT MOXET ObITh CBSI3aH C TEM, YTO
nokyc-cniennduaHag yactora CNV B cpemHeM co-
crasiger 10°—10~%, mosTOoMy IEepecTpoiika MoIa
OBITb HE 3aperiucTpUpOBaHA B OTHOCHUTEJIBHO HeE-
0OJIBIIIMX BBIOOPKaX, MCCIENOBAaHHBIX B JAHHOI pa-
6ore. OmHaKO y 00CIeOOBaHHBIX HAMU paHee C I10-
MOILIbI0O MAaTPUYHOI CpaBHUTEIbHOM T€HOMHOI T'U-
opuanzauuu Ha JIHK-mMukpouumnax BbBICOKOTO
paspeuieHus (aCGH) 79 nauuenToB ¢ YO Mukpoje-
Jlenus JaHHOTO TeHa ObliTa oOHapy:KeHa y IByX CuO-
COB, a MUKPOIYIUIMKAIIMS Y OQHOTO mauueHTa [1] u
4acToTa BCTPEYaeMOCTH XPOMOCOMHOM MyTallud B
pernoHe 3p26.3 B pOCCUIICKOM MTOMYJISILIUY COCTaBM-
Ja1l:93 cpenu malMeHTOB C HapyllIeHeM UHTEJIeK -
TyanbHOTO pasputus (1%).

IIpumeuarenpHO, uTO B aBrycTte 2015 1. 3apydesk-
HBIMM M CCJIeA0BaTeIsIMUA ObLIM OMYyOJMKOBaHBI pe-
3yJIBTAThI 110 PETPOCIIEKTUBHOMY ITOMCKY Bapuallnii
yuciia kornuit CNTN6 cpenn 3724 maliueHTOB ¢ MHO-
JKECTBEHHBIMU BPOXIEHHBIMU MOPOKAMU Pa3BUTHS,
IIOpOKaMM cepalla, HU3KOPOCIIOCThIO, 3aJePKKOM
Pa3sBUTUS U MHTEJUIEKTYyaJlbHBIMU PacCTPOMCTBAMU,
a TakxKe 3a00JIeBAHUSMU ayTUCTUYECKOTO CIIEKTpa 1
srmienTUOPMHBIMU npuiiagkamMu [2]. Bcero 6b110
naeHtTudnuposano 14 CNVs, 3aTparmBaroliimx
CNTNG6,y neteit BBo3pacte oT 1 roga 1o 15 net. Cemb
MalXEeHTOB UMEJIN JIM0O MOJIHYIO, TMO0 BHYTPUTCH-
Hy1o gesietinio CNTNG. Y 5 nanineHTOB Obli1a IUarHo-

cTUpoBaHa BHyTpureHHast ayrmkanuss CNTNG. Eie 2
nanyeHTa MMeJIi AYIDIMKALIAIO KOJIOKAJIM30BAHHbIX I'e-
HOoB CHLI/CNTN6wu CHL1/CNTN6/CNTN4 cooTBeT-
CTBEeHHO. M cciemoBaresi yKa3bIBaloOT, YTO 4acToTa Ba-
puanuii uncina kormit CNTN6 cocraswina 4 : 1000
(0.4%), omHako, Ha HaIIl B3IJIsI, U3 3TOM I'PYIIIILI CJie-
JIyeT WUCKIIOYUTh ABYX IAILMEHTOB CO CMEXKHBIMU
TeHHBIMUA MUKPOIYIUIMKALIASIMU, 3aTparuBalolIuMu
1 COCeHUE TeHbI, KOTOPBIC CUMTAIOTCS TTATOTeHETU -
YEeCKU 3HAYMMBIMHU IIPU CUHIPOME NEJIELIMM KOPOT-
KOro Iuieda xpomocoMhbl 3 (cuHapom 3p-; OMIM
613792) [3]. Takum o6pa3oM, 4acTOTa MU30JUPOBAH-
HBIX Bapuauuii B uncie konuit CNTN6, oOHapyKeH-
Heix Hu et al. [2], cocraBuia 1 : 310 (0.3%). Hu ¢ kou-
JileraMy OTMEYaloT, YTO HEeMOJIHas ITIEeHETPAHTHOCTh U
BapnabenpbHas 3KcnpeccuBHOCTE CNV Moryr 3a-
TPYIHATD MOACYET YaCTOThl XPOMOCOMHBIX MyTalluii
B cyocerMeHTe 3p26.3, MOCKOJIbKY HEKOTOPBIE Maliy-
€HTBI MOTYT UMETh CJIA0OBBIPAKCHHBIE KIMHUIECKIE
TIpU3HAKW W HOpMAJILHBIN deHoTUIl [2]. Brissie-
HUE Y KIIMHAYECKHU 3M0poBbix nHOIuBUIOB CNVs, 3a-
tparuBaiomnx CNTN6, He UCKITIOUAET BO3MOXHOCTHU
TOTO, YTO JaHHbIC MyTallM MOTYT OKa3aThCs (paKTo-
POM PHCKa pa3BUTHUS HEBPOJIOTUYECKNX HAPYIIICHUIA.
HMMeHHO 1T03TOMYy KOHTPOJIBHYIO T'PYMITy B HallleM
HUCCIEOOBAaHNY COCTaBUIN B3POCIIbIC MHIAVBUIbI.

YuuTheiBast HOBEIC TaHHBIE, IIpeAcTaBlIeHHbIe Hu ¢
COaBTOpaMH, a TaKXKe psi IPYrux padoT, B KOTOPBIX
YIIOMUHAIMCh MalUEHTHl ¢ MUKPOACICHUIMU U
mukpoayrmkauusamu CNTNG6 [4—7], caydau, Tipen-
craBiaeHHble B 6aze DECIPHER [8], u nonyyeHHbIe
HaMM paHee pe3yabTaThl, Mbl IIPOBEIN CPABHUTCIIb-
HBI aHan3 GEeHOTUITMYECKUX OCOOCHHOCTEM Yy Ta-
KMX nauueHToB (Tabi. 2). B rpymniny mis ucciaenona-
Hus Bouuun 40 neTeil B Bo3pacte ot 1 roga mo 15 et ¢
3anepxkoii pazsutust wim YO. Cpean 40 1ipo6GaHIoB,
HE3aBUCUMO OT THIa XpPOMOCOMHOI MyTalluu, Hau-
6oJiee YacToO PEerucTPUPOBATINCh PACCTPOICTBA ayTH -
CTMYECKOro CIeKTpa U 3alepxkka (U3NYECKOTO U
TICUXOMOTOPHOTIO pa3BUTUsL. YyTh peke BBISIBIISUINCH
YO u cHIXKeHre KOTHUTUBHBIX QYHKIIM. boee mo-
JIpOOHOE KJIMHUYECKOE OMUCAHUE AOCTYITHO JIMIIb
s 16 manmeHTos [ 1, 2]. Cpeau HUX IpUMEPHO B MO-
JIOBUHE CJIy4daeB OTMEYEHBbl SIUJICTITU(hOPMHbBIE
OPUITAAKU Y KapAuOJOTrn4ecKre HapylieHus. Y He-
KOTOPBIX JIETE perucTpUMpPOBaINCh HAPYIIICHMS I10-
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Taoauuna 2. PeHOTUTTMYECKUE OCOOEHHOCTH TTAIMEHTOB ¢ MUKpoeelneit u Mukponyrukanueit CNTN6

Knnanyeckne
MpU3HAKU

Mukpoaymiukauust CNTN6 Mukponeneuuss CNTN6

Oo6mme

PaccrpoiicTBa aytuctuueckoro crekrpa (17/40), 3agepkka (pu3ndeckoro u
ncuxoMotopHoro pa3sutus (15/40), ymcTBeHHast orctayiocTs (8/40), cHMXe-
HUe KOTHUTUBHBIX QyHKLM (7/40), snunentrudopmHubie npunanku (7/16),
KapauoJiornyeckue HapyiiueHus (6/16), HapyireHue moBeneHus (5/16), Hapy-
LIEHWEe CTPYKTYPBI U pocTa Bojioc (5/16), aHOMaIuK MablLEeB BEPXHUX U HUXK-
HUX KOHeyHocTel (5/16), mupokast nepeHocuna (4/16), rormyeckoe HEOO
(4/16), mukpouedanus (4/16), HU3KOPOCIOCTh (4/16), OTKIIOHEHNE OT HOPMBI
nokasareseit DOT (4/16), snukaHT (4/16), aHTUMOHTOJIOMIHBII pa3pe3 a3
(3/16), anomanuu 3y60B u geceH (3/16), anomanuu yureii (3/16), runepmo-
OUIBHOCTH cycTaBoB (3/16), BeICTymaolye Jo6HbIe OYrphl (3/16), ruaporie-
danus (3/16), usmenenue hopMsl yepemna (3/16), ckonmos (3/16), ctpabusm
(2/16), rurtotupeo3s (2/16), muzaptpust (2/16), 3amepkka pedeBOro pa3BUTHS
(2/16), kopotkuit buabTp (2/16), Mmakporedanus (2/16), MbIIIedHas! CITACTHY -
HOCTb (2/16)

YHukanbHbIE

I'unoruasus MUTOBUIHOM XKeJIe3bl
(2/16), 3a6oneBanus nouex (2/16)

CuHapoM nedunuTa BHUMaHUS U
runepaktTuBHOCTH (3/16), pedirokc
(2/16), kpunropxusm (1/16), Mukpo-
rHatus (1/16)

ITpumevanue. Tabimiia cocTaBiieHa Ha OCHOBE KIIMHMYECKUX JaHHBIX, TTPEICTaBJICHHBIX B cTaThsX [1, 2, 4—7] u 6aze DECIPHER [8].

B ckob6Kkax ykazaHbl Y4aCTOThI BCTPEYAaEMOCTU MIPU3HAKA.

BelleHUSI, aHOMaJIMM BOJIOC, Yeperna, OIOpHO-ABUTIa-
TEJILHOM CUCTEMBI, HAJIbLIEB U Psi JIULIEBLIX TUCMOP-
¢uit. JIOMOAHUTEABHO B TIPYIIIE IALIMEHTOB C
MUKPOAYIUTUKAIIUEW OTMEUeHbl Cciiydyand CUHApOMa
JIeUITa BHUMAHUS Y TUTIEPAKTUBHOCTU U peIIOKC,
a cpeay MalMeEHTOB ¢ MUKPOIEJIELMEN — TUMOILIa3Us
LIIUTOBUIHOMN >Keje3bl U 3a00jieBaHUA MoyeK. TakuMm
00pa3oM, TaHHbIE PELUNPOKHEIE MUKPOCTPYKTYPHBIE
abeppalii MOTYT ObITb OTHECEHBI K XPOMOCOMHBIM MY-
TaLMSIM C YaCTUYHO IEePEKPhIBAIOIIMMUCS M YHUKAIb-
HBIMM (peHOTUIIaMU, a u3MeHeHue 103kl reHa CNTN6
MOXET BJIUATb Ha HOPMAJIBHOE Pa3BUTHE HE TOJIBKO
HEPBHOM TKAHU, HO U IPYTYMX OPTaHOB U CHUCTEM.

Hcrionb3oBaHue BBICOKOPAa3pelIalONnX TIeHOM-
HBIX TEXHOJIOTWil ITO3BOJISIET B CJiydae M3BECTHBIX
XPOMOCOMHBIX  CUHIPOMOB,  JIUATHOCTUPYEMBIX
CTaHJAPTHBIM LIMTOT€eHETUYECKUM METOIOM 1 3axBa-
TBHIBAIOIIMX IPOTSKEHHBIE XPOMOCOMHBIE YYacTKM,
UAEHTUGULIMPOBATH 00JIee MEJIKME 1 JaKe MOHOTEH-
Hble KJIMHUYECKM 3HauMMble BapuaHThl. He uckiiio-
YeHO, YTO HEKOTOpbIC M3 HUX, IPU HAKOIUICHUU U
COITOCTABJIEHNU KJIMHUYECKUX U TEHETUYECKUX TaH-
HBIX, MOTYT C(pOPMUPOBATH CAMOCTOSITEJIbHbIE CUH-
IpoMbl. Ha ceromHsImHuii JeHb MUKPOACICILMIO
n/vn Mukponyrmkanuioo CNTN6 eme He accolu-
UPYIOT C CAMOCTOSITEJIbHBIMU CUHAPOMaMM, TEM HE
MeHee gaHHble CNVs rmonagaioT B 00JIaCTh U3BECT-
HOro cuHapoMa neieunu 3p- (OMIM 613792). Ha-
JIMYME TaKUX KJIMHUYECKUX MPU3HAKOB, KaK MUKPO-
nedanus, 3aaepKKa pocTa U IICUXOMOTOPHOTO pa3-
BUTHSI KaK MPU CUHAPOME JeJIeluu 3p-, TaK U MpuU
U30JIMPOBAaHHOM M3MeHeHUU ynciaa konuii CNTNG,
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ITO3BOJISIET MPEINOJIOXUTh, YTO OEJIOK KOHTaKTUH 6
UTpaeT ONpele/ieHHYIO POJib B X (POPMUPOBAHUM.
Kpowme Toro, B obnactn cuHapomMa 3p- oOHapyKEeHBI
KIIMHUYECKY 3HAYMMBble MUKPOIEICIIUN U MUKPOIY-
IJIMKALMK 1 Apyroro cocemHero rena CHL 1 [9].

Bcero Ha ceromHsIIHU 1eHb B JIMTEpaType U 6asze
DECIPHER npencrapieHo 40 ciyyaeB U30JMPOBaH-
HbIX MUKpoaeseLuii 1 Mukponyrummkatuit CNTNG cpe-
JIU TALIMEHTOB C HEHPONICUXUYECKUMU U HEBPOJIOTU -
YeCKUMM HapyireHussMu [1, 2, 4—8]. OmHako obmue
00BEMBI BHIOOPOK, B KOTOPBIX ObLIU BbISIBJIEHBI TaH-
Hbl€ MallMeHThI, yKa3aHbl JTUIIb B HEKOTOPBIX MCCIIe-
noBaHusx [1, 2,4, 5]. C yueToM 3TOro cyMmMapHasi ya-
CTOTa MUKpoZAeelnii 1 Mukponyrmiaukauuiic CNTN6
cpeau TalUeHTOB ¢ HeauddepeHupoBaHHO YO
MOXKeET OBITh ollcHeHa Kak 1 : 265 (0.4%, 19 u3 5049
YeJ0BeK). DTa OliIecHKa OTHOCUT BapHalluM B perMOHEe
3p26.3 B pa3psia BEICOKOPACHPOCTPAHEHHBIX TTPY He-
nunddepeHIIMpoBaHHBIX (hOpMaxX UHTEJIEKTYaIbHbBIX
HapymeHuii. Tak, Hampumep, yacToTa HauboJjee
pacrpoCTpaHEHHBIX MMKPOAECICIIMOHHBIX CUHAPO-
mMoB 22q11.2 u 16p11.2 coctaBnstet 1 : 167 u 1: 241, co-
OTBETCTBEHHO, cpeau manueHToB ¢ YO [10]. Yuurtsr-
Basg (YHKIMOHAJIbHbIE OCOOEHHOCTU, IIPOCTPaH-
CTBEHHO-BPEMEHHYIO 3KCIPECCUI0 T'eHa, a TakKxke
HaJlu4yMe M3MEHEeHU ero KOMUiHOCTH y TTallueHTOB
C UHTEJJIEKTYyaJbHBIMU PAcCTPOMCTBaAMU, OYEBUIHO,
4yT0 M3MeHeHue 103kl 6esika CNTN6 MOXKeT SIBISATh-
Csl 3HAUYUMBbIM JIJI MaTOreHe3a HEMPOKOTHUTHUBHBIX
paccTpoiicTB.
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Pa6ota moayamna pmHaHCOBYIO TTOMIEPKKY TPaH-

ta PH® Ne 14-15-00772.
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Estimation of Association of CNTN6 Copy Number Variation
with Idiopathic Intellectual Disability
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“Research Institute of Medical Genetics, Tomsk, 634050 Russia
e-mail: maria.lopatkina@medgenetics.ru
b Department of Cytology and Genetics, National Research Tomsk State University, Tomsk, 634050 Russia

Analysis of the prevalence of copy number variations of the CNTNG6 gene, recently selected as a new candi-
date gene for intellectual disorders, was performed. Real-time PCR did not detect any change in the number
of CNTNG6 gene copies in a group of 200 patients with impaired intellectual development. However, taking
into account our data from the previous aCGH analysis and published data, the overall frequency of mi-
crodeletions and microduplications of CNTN6 was estimated as 1 : 265 (0.4%). The common phenotypic
features of 40 patients with microdeletions and microduplications of CNTNG6 appeared to be the autism
spectrum disorders, developmental delay, intellectual disability, seizures, cognitive impairment, cardi-
ological defects, and behavioral problems. English translation of the paper published in Russian Journal
of Genetics, 2016, Vol. 52, No. 9, is available ONLINE by subscription from: http://www.springer.com/,
http://link.springer.com.

Keywords: idiopathic intellectual disability, CNV, microdeletion/microduplication syndromes, CNTNG6, re-
al-time PCR, genotype—phenotype correlations.
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