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YACTHYHAS JYTUIMKALMS JUIMHHOT O TJIEYA XPOMOCOMBI 15
Y IEBOYKHM C BPOXKIEHHBIM IOPOKOM CEPILA, DHYPE30M,
SHKOIPE30M, CHZKEHHBIM MHTEJLIEKTOM U MUKPOAHOMAJIMSIMH
PA3BUTHS: HEOBXOIUMOCTH MIPUMEHEHMSI COBPEMEHHBIX
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B mpencraBneHHOit paboTe ONMMCHIBACTCS PENKUI CIydai IyIUIMKAlUKM JUIMHHOTO IUIeYa XpPOMOCOMBI 15 —
dup(15)(q12q15.3) — y pebEHka KEHCKOro mojia 6 JIeT ¢ BPOKAEHHBIM TOPOKOM CEpALd, THIIEPPACTSHKUMOCTHIO
MEJIKHX CYCTaBOB, JHEBHBIM JHYpPE30M, SHKOIIPE30M, HapIHAIbHEIM HapyIICHHEM IICHXHKH (TPYJHOCTH B 00yde-
HHH, 2 TAKXKE 0COOCHHOCTH MOBEICHUS TIPU HE3HAUYUTEIBHO CHIDKCHHOM MHTEIUICKTE U OTACIBHBIX YepTax ayTH3-
Ma) U MUKPOAQHOMAIIMsIMH pa3BuTHs. [TokazaHa HEOOXOAMMOCTh PUMEHEHHS B KOTOPTE MAIL[UEHTOB C MOA0OHBIMH
CHMITOMaMH (YMCTBEHHAsI OTCTAIOCTh, PACCTPOIICTBA ayTHCTHUECKOTO CIIEKTPA, BPOXKICHHEIC IIOPOKH PAa3BUTHS)
HE TOJBKO KJIACCHYECKOTO (CTaHAAPTHOTO) KAPUOTUIUPOBAHUS, HO TAKKEe M COBPEMECHHBIX BBICOKOPA3PEIIAIOMINX
MOJIEKYJIIPHO-IIUTOT€HETHYECKUX METO/IOB: CEpHIHHON CPaBHUTEIbHOI I'eHOMHON ruOpuan3aluu (MONEKyIIpHOe
xapuorunuposanue, win arrayCGH, mm6o SNParray) ¢ mocnegyromunm 6ronH(OpPMAaTHUeCKUM aHAIN30M (aHa-
nM30M in silico) MOMy4YeHHBIX Pe3yJIbTaToB ¢ MpHBiIedeHueM crenuduueckux 6a3 nanueix (OMIM, DECIPHER,
BioGPS u T.11.), 4TO MO3BOJISIET HE TOIBKO MOATBEPAUTD H YTOUHUTD IEPBOHAYABHBIN [IUTOrCHETHICCKHI AUArHO3,
HO ¥ BBIICIIUTH I'€HbI-KaHIHIAThl 3a00JICBaHUH, TPOBOAUTH KOPPEKTHOE MEINKO-TCHETHUECKOE KOHCYIETUPOBAHIE
ceMel ¢ TaKHMH JEThMH, a B OTACIBHBIX CIIy4asiX — IPEHATaIbHYI0 AUATHOCTUKY, IPUMEHUTD ePCOHU(MHIIPOBAH-
HBIH MOJIXO0/ K JI€UEHHIO NaTOJIOTUM M YIyUIIHTh Ka4eCTBO KU3HU NALUEHTOB U UX ceMeil.
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PARTIAL DUPLICATION OF CHROMOSOME 15Q IN A RETARDED GIRL WITH
HEART MALFORMATION, ENURESIS, ENCOPRESIS AND MICROANOMALIES:
NECESSITY OF CONTEMPORARY MOLECULAR-CYTOGENETIC METHODS
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In this report authors represent a rare case of chromosome 15 long arm duplication — dup(15)(q12q15.3) —
in a 6-year-old girl with day-time enuresis, encopresis, congenital heart malformation, hyperflexibility of small
joints, behavioral and learning problems, partial developmental delay, some features of autism and developmental
microanomalies. The necessity of application of not only cytogenetic methods (standard karyotyping), but also
contemporary highly-sensitive molecular-cytogenetic methods (array comparative genome hybridization, arrCGH
or SNP array) with subsequent bioinformatic in silico analysis of received data using specific databases (OMIM,
DECIPHER, BioGPS etc.) in these cohorts of patiens (developmental delay, features of autism, congenital anomalies
and microanomalies) is proved, which will allow not only to confirm and define more precisely the primary
cytogenetic diagnosis, but also find candidate genes of diseases, perform correct genetic counselling, including
prenatal diagnosis, to use personalized approach in therapy of such patients, and improve the quality of life of these
patients and their families.

Keywords: developmental delay, enuresis, molecular karyotyping, in silico analysis

Cpenu OOIIMPHOTO CIEKTpa XPOMOCOM-
HBIX U TC€HOMHBIX aHOMalui, oOHapyXuBa-
eMBIX Yy JCTel C 3a/IepPKKOH ICHXOPEUeBOTO
U TICHXOMOTOPHOTO DPa3BUTHS, BPOXKIEHHBI-

MU MOPOKaMHU U MHUKPOAHOMAIHUSIMHU pPa3BU-
THUS, a TAaKXKE PA3JIUYHBIMM HEBPOJOrUYe-
CKUMM HapylUICHUSIMU, 3HAYUTEIIBHOE MECTO
3aHUMAIOT AYIUIMKALUA M TPUILNIMKALUU
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YYaCTKOB OTAEIBHBIX XxpomocoM [1-3]. Pa3-
Mepbl AYIJIUIUPOBAHHBIX YYACTKOB CHIBHO
BapbUPYIOT, OT HECKOJIBKHUX COT Map HyKJe-
OTHUIOB [0 JECATKOB MMJIJIMOHOB Iap; Kiu-
HUYECKHE NPOSIBICHUSI IIPU 3TOM 3aBUCST HE
TOJIBKO OT pa3sMepoB AYIIMKAIIMU, HO U OT
ICHOB, HAaXOASAIIMXCS B YIUIMIUPOBAHHOM
y4acTKe, U MOTYT OBITh KaK O4€Hb TAKENbI-
MU, TaK U cpenHelt Tsbkectu [4]. Hexotopeie
4acTO BCTPEYAIOLIMECS MHKDPOAYIUIMKALUU
C IIOBTOPSIIOLIMMUCS KIIMHUYECKUMU IIPU3HA-
KaM{ OIHCHIBAIOT KaK MHUKPOJYTUIUKAIMOH-
Hble CHHIpOMBI. Kak mpaBuiio, QyIuiMKauu
U TPUIUIMKALMH PETYISPHBI, HO BCTPEYAIOT-
cs M MO3aWyHble ciydau. J[MarHocTuka Ta-
KHX CJIy4aeB Hepenko TpeOyeT NpUMEHEHHUs
TaKMX MOJIEKYISIPHO-IIUTOICHETUUYECKUX Me-
TOJIOB, KaK ()IFOOpPECIEHTHAsI THOPH I3 AIIHSI
in situ (FISH) c paznuunsimu JIHK 30H72-
MU, MHOTOIIBETHOE OKpaLIMBaHUE XPOMOCOM
(MCB), meradas3nas reHoMHasi THOpHUAN3a-
nust (HR CGH) u cepwmitnast cpaBHUTEIbHAS
TeHOMHas THOpUAN3aus (MOJICKYIISIPHOE Ka-
puotunuposanue) Ha JIHK-mMuxpomarpumax
(arrayCGH), uTo mo3Bos€T BBIABIATH Jeje-
LWU ¥ OyIUIMKALWK, ONPEAeNATh TOYKU pas-
pBIBa IPU HUX U pa3Mep AyIUIHLHUPOBAHHOTO
yuyactka [5—7]. Mes TouHblE KOOPAUHATHI
[IEPECTPONKH, MOXKHO aHAJIU3UPOBATH I'€HBI,
HaxoAsIMecs B AYIUIMIMPOBAHHOM ydacT-
Ke, IUIsl POBEJEHUSI KOPPEKTHOTO MEIHMKO-
FEHETHYECKOTO KOHCYJIBTHPOBAHHUS CEMbH
¢ mopax€HHbIM peO&HkoM [8, 9]. B pabore
IIPEeACTAaBIEH Cily4yail JyIINKaluy AJIMHHOTO
Iieya XpoMoCOMEI 15 y peO&HKa ¢ BpOXKaAEH-
HBIM MOPOKOM CepJilla, CHI)KCHHBIM HHTEII-
JIEKTOM, DHYPE30M U IHKOTIPE30M.

MarepuaJbl 1 MeTOAbI HCCJIETOBAHMS

B pabore oOcnenoBaH peOEHOK JKEHCKOro IoJia
6 7er. Kynerypa mumdonuros nepudepudeckoir KpoBH,
MIPUTOTOBJICHHE TIpernaparoB, AuddepeHnnaaIbHoe OKpa-
[IMBaHUE XPOMOCOM I10 JUIMHE ¥ aHAJIN3 KapUOTHIIA IPO-
BOJMJIMCH 1O cTaHAapTHBIM MeToaukaM (GTG- u CBG-
OKpamuBaHue XpomocoM). CepuiiHas cpaBHUTEIbHAS
TeHOMHasI THOpUAN3anust (MOJNEKYISIPHOE KapHOTHITHPO-
anue unu arrayCGH) Ha Mukpouunax mpoBoamIach o
CTaHJapTHBIM MPOTOKOIaM ¢ npuMeHnenneM SNP/omuro-
HyKJIeoTHIHOH MuKkpoMarpuisl AffymetrixCytoscan HD,
comepxkameir 2 696 550 mpo6. buomHpopMarndeckuit
aHaJIN3 JaHHBIX, TIOJYYEHHBIX B PE3yJIbTaTe MOJICKYIISIp-
HOTO KapHOTHITHPOBAHMUS, IPOBOAMIICS C MOMOLIBIO 0a3
nmaaHeix NCBI, OMIM, BioGps [10].

PesyabTathl ucciienoBanus
U UX 00Cy:KIeHue

B xIMHUKY MHCTUTYTa MMOCTYNHIIA 1€BOY-
Ka 6 yeT, KoTopas poxunack B 1-i OepemeH-
HOCTH ¢ Maccoii Tena 3160 r, qimuHo# — 49 cm
OT HEPOJCTBEHHBIX poauTeneil. I[Ipuuunoit
oOpaleHus! MOCIYKWIN CICAYIOUINE KINHU-
YeCKHe TPOSIBICHUS: YMEpEHHas 3aJiepikKKa

(uznyeckoro pasBUTHs, 3a7epiKKa MCUXOpe-
YEBOTO pA3BUTHS, HApyIICHUE ITOBEACHUS,
SHYpE3 U YHKOIPe3 THEM, CMEIIIaHHbII acTUT-
Matu3M. Paree ormedeHsl HeauddepeHITpo-
BaHHAs AWCIUIa3Msl COCAMHUTEIbHON TKaHH,
OTKPBITBIA apTepUaIbHbII MPOTOK, IPOJIAIC
MUTPaJBHOTO KJlamaHa, BajbrycHas nedop-
Marus cror. HeBposorom oOHapyKeHBI JUC-
Janus W HEeBPO30MOJOOHBIM CHHAPOM C Ha-
PYILIEHUSMU 3MOIMOHAIBHO-BOJIIEBON Cephl,
HapyIIeHHEe pabOTOCTIOCOOHOCTH W IIOBBI-
IICHHAs MCTOIIAeMOCTh Ha (JOHE HE3pesioi
9MOLIMOHAIILHO-BOJNIEBOH cephl. Y peOEH-
Ka mpu O0CJIeIOBAaHUU B HAIIEM HHCTHUTYTE
HaONMOAId  CIEAYIOIIHNEe MHUKpPOAHOMAaTUHU
pPa3BUTHA: ANUKAHT, OOpO3JKa B CepeauHe
(unpTpa, KOPOTKME TJIA3HBIE IIETH, BBICOKAs
rpaHuIa pocTa BOJIOC Ha JIOY, THIIEPTEIOPH3M
COCKOB, CaHJAJIEBUJHAS LIEIb, B3AEPHYTHII
HOC, KpBUIOBHJHBIC Jonatku. I[IpoBexena
MPT ronoBHOro Mo3ra, KOTopasi He BbISIBUJIA
3HAYUTENbHBIX OTKJIOHeHUuU. Y3U opraHoB
OpIOIIHOM TMOJIOCTH W MaJoro Tas3a BBISIBHIIO
U3ru0 KETUHOTO IMy3bIPSi M aHOMAJILHYIO €ro
hopmy.

Ha ocHOBaHMM KIMHUYECKUX MPHU3HAKOB
peOEHKY TMPOBETN IUTOTCHETHYECKOE HCCIIe-
JoBaHWE. B pesynmprare IMTOTEHETHYECKOTO
uccienoBanusi (GTG- u CBG-okpammBaHms
XpOMOCOM I10 JJIMHE) KapHOTHII TpodaHga —
46,XX,?dup(15)(q11.72q1?5) (puc. 1). Hns
Bepu(UKAIMKA AYTUIMKAIIMA U YTOYHEHUS TO-
YeK pa3pbiBa MPodaHy OBLIO PEKOMEHIOBAHO
MIPOBE/ICHNE MOJIEKYJISIPHO-IIUTOTEHETHYECKO-
IO MCCJIEI0BAHUS — CEPUMHON CPaBHUTEIbHOU
TeHOMHON THOpHIU3aluu (MUKPOMaTPUYHOTO
ananmu3a/arrayCGH).  Pesymbratel  Monexy-
JISIPHOTO KapUOTUITUPOBAHUSI CIICAYIOIINE: art
3q29 (195776 591 — 195777 111)x4, 4q26
(114212 421-114 219 002)x1, 15ql12ql5.3
(26 616 861 —43 845 410)x3.

Ha puc. 2 moxazaHbl pe3yiabTaThl Mpo-
BEJIEHHOTO  PeOEHKY  MOJIEKYJISPHO-IIUTO-
TCHETHYECKOTO HCCIENOBaHUS — CEpUUHOMN
CPaBHUTEJIBHOW T€HOMHON THOpHUAH3AINN
(arrayCGH) c¢ mocrnenyromeit mpuoputusa-
1Me TeHOB U FTeHOMHBIX ceTel. B pesysnbrare
NPOBEACHHOTO aHaln3a JYIUIMKAIUS y4acT-
Ka JJUHHOTO Ijledya XpOoMOcOoMBbl 15 Oblia
MOJITBEPKJIeHa. Pa3smep AyIUIUIIMPOBAHHOTO
yuactka — 17 228 549 nu (puc. 2). Hymmu-
Kauus 3aTpoHysa 156 reHos, 82 W3 KOTOPBIX
uHaekcupoBansl B OMIM. Kpome Toro, 00-
Hapy>K€Hbl HHTPArcHHbIE BapHallMKd YuUCJa
kot mocnenosarensHoctet JJHK (puc. 2):
TpUIUHKaIUs  nocienoarenbHoctd  JIHK
reHa 7FRC (reHoMHas nmokanu3arus — 3q29;
195776 591 — 195777 111; pasmep 520
MMH) W nenenus mocienoBarenbHocTH JIHK
reHa ANK2 (renomHasi nokanuzanus — 4q26;
114 212 421 — 114 219 002; pa3zmep 651 mH).

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJILHBIX UCCJIEJOBAHUI Ne 2, 2018



106

B MEDICAL SCIENCES N

\ L
‘_-_‘I \::-v" ; \
v & ‘
s % .\ /.,-.:: } € d
| r\ * | up
-
A T >
\ I s""i"‘iﬁA'-
\3 0‘.'; ‘; S e .§‘\ mt 15
(c -g bt)ﬂv "J' 15
R S

Puc. 1. Kapuomun npobanoa — 46,XX, ?dup(15)(q11.72q1?5). Ha pucynxe cnesa memagasnas
niracmunka aumpoyumos nepugepuuecxoii kposu ¢ GTG-okpawusanuem. Cnpasa npedcmasiensi
OMOENbHO 20MONIO2U XPOMOCOMYL 15, 1e8blil U3 HUX — HOPMAIbHBIL, NPAGLIL — ¢ OYNAUKaAyuel

(0 IPOE R I HRED

LG TIELL
UL RS L L

LRI

L

U [

—
=
2
T
=
-
3929
L
-

(LRLLL L
ol (A1)
UL

LULLLL

LI R
(LR R

UL EL T
i | R

L

15q12915.3

LRI UL R R

Ll

Puc. 2. Pesynomamul monexyisaprozo kapuomunuposanus. CNV,
obHapyscennvie y npobanda memooom arrayCGH: mpuniuxayus 329 (520 nn),
Oeneyus 426 (651 nn), oynauxayus 15q12q15.3 (17 228 549 nn)

buoungopmamuueckuii (in silico) ananusz

B nanpHeimem Obi1 mpoBeAéH OHOMH-
¢dopmatnueckuii ananus in silico ans npu-
OpUTH3AIMH TEHOB, T.€. IS YCTaHOBICHHS
KOpPPETSIUN  OOHAPYKEHHBIX XPOMOCOMHBIX
1 TCHOMHBIX TIepecTpoek U heHOTHIa MpoOaH-
na. [Ipu 3ToM MCIONB30BaNNCh 0a3bl JaHHBIX
NCBI, OMIM, BioGps. B obnactu ayrimka-
LMK XpOMOCOMBI 15 sokanu3oBaHo 156 reHoB
cormacio UCSC Genome Browser (GRCh37/
hgl9) (puc. 3). Jlns manmpHeimero axammsa
BJIMSTHASA OTJICNBHBIX T€HOB, JIOKATH30BAHHBIX

B 00JIaCTH OYIUIMKALMH, HA (CHOTUIIMYECKHUE
NposiBIICHUs, OOHapyXeHHblEe Yy ImpoOaHna,
Mbl OOpaTWIMCh K JMTEPaTypHbIM HCTOYHU-
kam [11-13], mpoBenu aHaIN3 CXOKHUX CITyda-
eB [14-16] u OnomHpoOpMaTHUECKUIA aHAIH3
in silico, HapaBICHHBIH HAa TPUOPUTHUIAIHIO
TEHOB M NPOLIECCOB-KaHIUAATOB.
bruonndopmarnyecknii  aHaNM3  ydacTka
JyIMKanuu 15q ¢ npuoputrsanyeit reHoB, 3a-
TPOHYTBHIX BBIBICHHBIMH Y IMPOOAHIA XPOMO-
COMHBIMH aHOMAJIMSIMU, TI03BOJIHII BBIZICTUTD 82
reéHa, BO3MOYKHO, acCOLMMPOBAHHBIX C MATOJO-
TMYECKUMHU NPOSIBIICHUSIMHU Y TIPOOAHA.
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AHAJIN3NPYEMBIE I'EHbBI

APBA2 [OMIM:602712]
LPCAT4 [OMIM:612039]
PAK6 [OMIM:608110]
ITPKA [OMIM:147521]
TYRO3 [OMIM:600341]
CAPN3 [OMIM:114240]
TTBK2 [OMIM:611695]
MAPIA [OMIM:600178]

ACTC1 [OMIM:102540]

CHST14 [OMIM:608429]

Cunrapom Dnepca-Jlanioca

Puc. 4. I'enwi, PACNONONCEHHbLE 6 YUACMKAX, 3AMPOHRYMbIX AHOMAIUAMU XPOMOCOM, U 6blOe/IeHHble NOCTLEe
npuopumusayuu (cmpeﬂKaMu YKaszaHvl nOpaDlCéHHble Op2aHvl, ACCOYUUPOBAHRHbLE C DMUMU ZEHQMI/I)

[lo maHHBIM JUTEPATYphl, paHee HE ObLIO
ONMCaHO MNOAOOHOW IYIUIMKALMM B YYacTKe
C TaKMMM TOYKaMu pas3peiBa. B xoxe ananu-
3a JIUTEpaTypsl ObUIM OMpeeNeHbl TeHbI, Ha-
PYLICHUS B KOTOPBIX MOTYT OBITH CBSI3aHBI
¢ (EHOTHINUYECKUMHU MPOSIBICHUAMHU Yy 00-
clleIoBaHHOTO peOéHka. OnuH U3 AYIUTUIHPO-
BaHHBIX T'eHOB, reH CHSTI4, accouuupoBaH
¢ cuHIpoMoM Oiepca — Jlanmoca. VY mpen-
CTaBJICHHOTO pebEHKa oOHapykeHa Hemudde-
pEeHIIMpOBaHHAs JUCIUIA3HUsI COETUHHUTEIHHOMN
TKaHH, TUIIEPMOOUIIBHOCTD CyCTaBOB, MPOJIAIC
MUTPAIBHOTO KJIAllaHA M BaJIbrycHas jaedop-
Malus CTOI, ¥ 3TH CUMIITOMBI HaOIIOAAIOTCS
IIpH TaHHOM cuHapome (puc. 4) [17, 18].

Hapymenus B reHe ACTCI
[OMIM:102540], mo nmaHHBIM JIUTEPATYypHI,
MOTYT OBITh CBSI3aHBI C JE(EKTOM MEXKIpe-
cepaHoit neperopoaku I Tuna n He3apaeHu-
€M apTepHaJbHOTO MPOTOKA, YTO U OTMEYCHO
y mpobanna [19, 20] (puc. 4). Cpeau 156 re-
HOB, comracHo naHHbIM BioGps (GeneAtlas
U133A), noBblmeHHas dKCIpeccus B KIeTKax
TOJIOBHOTO MO3ra OTMe4eHa y 8 reHoB: APBA2
[OMIM:602712], LPCAT4 [OMIM:612039], PAK6
[OMIM:608110], /TPKA [OMIM:147521], TYRO3
[OMIM:600341], CAPN3 [OMIM:114240], TTBK2
[OMIM:611695], MAP1A [OMIM:600178] (puc. 4).

Ha puc. 4 yka3aHbl OCHOBHbIE T€HBI, BO3-
MOXHO aCCOLMMPOBaHHbIE C (EHOTHUITUYC-
CKUMH TpOSIBICHUAMHU Y npobanga. B neBoit

YaCcTH CXEMBbl — I'€HBI, CBS3aHHBIC C Hapyle-
HUSIMH TICUXUKH; B CPEAHEH 4acTH — IeH, MpH
AQHOMAJIMSIX KOTOPOTO BO3MOXKHBI HAPYILICHUS
CepJIeYHO-COCYTUCTOMN CUCTEMBI; CIIpaBa — T'eH,
BIMSIONIMY Ha (OPMUPOBAHUE COCTUHHTEIIb-
HOTKAaHHBIX aHOMaJIUN U CHHApOMa Jjepca —
Hannoca.

KymynsatuBHbIi 3¢ GeKT U3MEHEHUs YHcia
kormii mocienoBarenbHocTern JIHK manmbIx
TeHOB-KaH/IU/IaTOB C TIOBBIIICHHBIM YPOBHEM
9KCIPECCHH B KIIETKAaX TOJIOBHOTO MO3T'a MOYKET
HETaTHBHO CKa3bIBATHCSI HAa Pa3BUTHUU U (YHK-
LIMOHHPOBAHUU TOJIOBHOTO MO3ra M BCEH IIEH-
TPaJIbHOH HEPBHOHM CHCTEMBI, IPUBOJS, TAKUM
00pa3oM, K pa3BUTHUIO ATOJIOTHYECKUX IIPOSIB-
JICHWH, ONMCAHHBIX Y TIpoOaH/a.

B nocraTtoyHO MIMPOKOM CIIEKTpE pa3iny-
HBIX YHCJICHHBIX U CTPYKTYPHBIX aHOMaJIHH
XpPOMOCOM 3HAYUTEIBHOE MECTO 3aHUMAroT
OYMJIUKAlMM W TPUIUIMKALMA  XPOMOCOM.
Knuauueckue npu3HAKU NPU AYIUIMKALUAX
U TPUILTUKAIUSIX CHILHO BapPbUPYIOT U 3aBU-
CAT TPEeXJe BCEro oT TOro, B KaKOW XpOMoO-
COME MPOU30IILIA TEPECTPONKa U KaKhe TeHbI
9TOU MepecTPOKoN 3aTpOHYTHI. B 11e5m0M npu
CPaBHEHHUU C APYTUMH BHIAMH XPOMOCOM-
HBIX aHOMAJIMH (ZIeTIeIInH, HecOaTaHCHPOBaH-
HbIE TPAHCIOKAINH, KOJBIEBbIE XPOMOCOMBI
U Jp.) Yallle BCero MaToJIOTHYecKue mposiBie-
HUS TIpU OYTUTMKAIHUSIX OBIBAIOT YMEPEHHOM
TsoKecTH. JlaHHBIA cioydyail HeoObIueH TeM,
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YTO MpPHU OTHOCHUTENBHO OONBIIUX pazMepax
nyraukanuu (6osee 17 MITH ITH) TSDKECTh KITU-
HAYECKUX MPHU3HAKOB HE CIUIIKOM BEJHKa,
a TakXke CBOEOOpa3sMeM CHMIITOMOKOMILIEK-
ca (mapuuaibHBIA JePEKT TCUXUKH, BPOXK-
JIEHHBIN MOPOK Cepjlla, SHYpe3 M IHKOMPE3
THEM, COEIMHUTEIILHOTKAHHBIE HAPYLICHHUS).
PesynbraTtel mpOBENEHHBIX IUTOTEHETHYE-
CKHX ¥ MOJICKYJISIPHO-IIUTOT€HETUYECKUX UC-
CJIeIOBAaHUH Y JTAHHOTO IMaIMEeHTa TI03BOJININ
KOPPEKTHO MPOBECTH TE€HETUYECKOE KOHCYIb-
TUPOBAHHE dTOW CEMBH M JaTh MPOTHO3 pas-
BUTHUS peOEHKA, KOTOPBIA MOCIE MPOBEACHHUS
COOTBETCTBYIOILETO KOMIUIEKCHOTO JICYCHHS
MIPaKTUYECKH HE UCTIBITHIBAET MTPOOIIEM C TIPO-
W3BOJBHBIM PETYTHPOBAHUEM E€CTECTBEHHBIX
moTpedHOCTeH, Tocemaer o0bmeodpa3ona-
TEJIbHYIO IIKOITY.

3akjoueHue

KpyrHbele reHOMHBIE aHOMaJIHH OOHApY-
xKuBaroTcs y 25% perell ¢ yMCTBEHHOM OT-
CTaJOCThIO W/Mau ayTu3MoM. OOBIYHO TaKue
MIEPECTPONKHU BBISIBISIFOT KJIACCHYECKUM Ka-
PHOTHIIHPOBAHNEM, KOTOPOE SBIISIETCS «30J10-
THIM CTaHJIAPTOM» B ITUTOTEHETHKE, HO JTOT
METO/]I aHaJM3a reHoMa He YJJOBIIETBOPSIET 3a-
MPOCHI TEHETHYECKOW TUAarHOCTHKH, TaK Kak
LUTOTEHETUYECKas TEXHOJOTUSI OrpaHuYeHa
paspemiaromnieif crocoOHOCThIO, a Jae(eKTH
reHoMa MOTYT OBITh HEBEIWKH DPa3MEPOM.
[ToaToMy Ha HBIHENIHEM YpPOBHE pPa3BUTHSI
TFeHeTHYECKON TUAarHOCTHKU HEOOXOINMO HC-
MOJIb30BaHUE COBPEMEHHBIX MOJIEKYISPHO-
LUTOTEHETHYECKUX MeTonoB. Kpome Toro,
BHEJI[pEHHE COBPEMEHHBIX BBICOKOTEXHOIO-
TUYHBIX MeToNoB mcciienoBannii (arrayCGH,
FISH u np.) mo3BonsieT u3y4yarb reéHOM C TO-
pazzno Gosiee BBICOKUM YPOBHEM pa3pelieHus,
4TO AaéT MCCIe0BaTeNsIM BO3MOXHOCTh Ha-
XOJIUTH JIOMIOJHUTEIHHO T€ MEPECTPOHKH, KO-
TOpBIE, HECMOTPS Ha WX MaJblid pazMep, MO-
TyT OBITH OCHOBHBIM (DAKTOPOM Pa3THIHBIX
MaTOJIOTHYECKUX COCTOSHUW, B TOM YHCIIE
HapyIICHUS! TICUXUKU. Ba)kKHO OTMETHTB, 4TO
MOJIEKYJISIPHO-LIUTOTCHETUYECKUE  METObI,
ocobeHHO Takue, kak arrayCGH, narot ncce-
JIOBATEII0 OTPOMHBIE OOBEMBI JaHHBIX, Tpe-
OyIOIINX WHTEPIPETANnH, YTO HEBO3MOXKHO
0e3 OnonHGOPMATHIECKOrO aHanu3a in silico
C TIpUBJICYCHHEM crieliupruuecknx 0a3 TaHHBIX
Ul TIPUOPHUTH3ALMU OOHApY)KEHHBIX TEHOB
Y TeHHBIX (T€HOMHBIX) CETEeH, YTO TO3BOJIsS-
€T OMpeNeuTh KacKaabl MPOIECCOB, MPUBO-
TAIIIX K TaTOJIOTHYECKUM TIPOSIBICHUSM, H,
B OTJICJIBHBIX CIy4asiX, MPEIJI0KUTh BOZMOK-
HYIO IEPCOHATM3UPOBAHHYIO TEPAINIo Ha OC-
HOBE 3HAHUU O MEXaHU3ME BO3HUKHOBEHHSI
TeX WIM WHBIX HapymeHuil. [lepconudunn-
pOBaHHas Tepamnus JOCTOBEPHO yBEIHYHUBAET
Ka4eCTBO W TMPOAODKATEIHLHOCTH JKU3HH Ta-

UEHTOB C Pa3IMYHBIMU T€HETHYECKUMHU aHO-
MaJUsIMHU, a TaKKe KaueCTBO >KM3HU CceMei
¢ TakuMHu JeTbMU. KpoMe TOro, mpuMeHeHue
COBPEMEHHBIX METOJIOB T€HETHYECKOW Jna-
THOCTUKH C TIPUBJICYCHHEM CHEIHUPHUECKUX
OMOMH(pOPMATUIECKUX TMOJXOJ0B K aHAIU3y
TeHOMa MO3BOJIUT KOPPEKTHO MPOBOAMUTH Me-
JUKO-TEHETHYECKOE KOHCYIbTHpoBaHue. Pe-
3yJbTATHI MOJOOHBIX HCCIIEIOBAHUN TO3BOIS-
IOT TMOHSTH MPOIIECChl B3aUMOJICHCTBHUS TEHOB
B TCHOMHBIX KJIacTepax U CeTsX.

Paboma noooepocana epanmamu  Poc-
cutickoeo  (ponoa  PYHOAMEHMANLHBIX — UC-
cneoosanuti  (npoexmor  Ne 17-04-01366A4
uMNel6-54-76016 DPA_a) u npoepammoui ¢ghyH-
oamenmanvhulx ucciedosanutl Ilpezuouyma
PAH «®ynoamenmanvHole ucciedo8anus 0is
pazpabomiu  OUONO2UYECKUX — MEXHOIOSULLY
(OUMT) (npoexma Ne DUMT-2014-235).
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