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PE3IOME

O6ocHoB8aHue. Bpamkax pe2uoHaabHO20 NUIOMHO20 NPOEKMA No CesIeKMUBHO-
MY 3K30MHOMY CKPUHUH2Y HOBOPOXOEHHbIX Oemeli, Komopebll ocyujecmanigemcs
Ha 6a3e OIBY «<HayuoHanbHsIt MeOuyuHCKUU ucciedosamesnsckuli yeHmp akyuep-
C€mea, 2UHeKoJ1I02UU U hepuHamoJsoauu umeHu akademuka B.Y. Kynakosa» MuH3-
opasa Poccuu, npogooumcs MosieKynapHo-2eHemuuyeckoe o6ciedosarue demed,
coomeemcmayowux Kpumepusm 8KJII04eHUs 8 2pynny No8bILEHHO020 pUcKad
no peanusayuu HacieocmeeHHbix 3abonesaHuli. O6ciedyrom demeli He MOJIbKO
CNO003peHUEM HA 2eHeMUYeCKy SMuosI02UL0 COCMOSAHUS, HO U C NO2PAHUYHbIMU
K/TUHUKO-71a60pamopHbIMU NPOABAEHUAMU U MAJIbIMU AHOMAAUAMU pa3eumusl.
Leno uccnedosaHus. Onucame KJIUHUKO-heHOMuUnuyeckue ocobeHHocmu
y hayueHma c 8bisigsieHHoU paHee HeonucaHHou oyniukayueti Xq12q13.2 8 HeoHa-
masnbHOM nepuooe.

Mamepuansi u MemoObl. Pe6EHOK bbls1 06C/1e008aH 8 PAMKAX pe2UOHA/IbHO20
NUIOMHO20 NPOEKMA NO CesIeKMUBHOMY IK30MHOMY CKPUHUH2Y HOBOPOXOEHHbIX
demell. M3 6uosioeuyecko2o 0b6pasya eeHo3Hol Kposu HOBOPOXOEHHO20 bbiia
sbl0enieHa [JHK, nposedeHbl nocsiedo8amesibHO NOJTHOIK30MHOE CeK8eHUPOBAHUe
U XpOMOCOMHbIU MUKpOMAamMpu4Hbll aHanus. Om 3aKoHHbIX hpedcmasumereu
npobaHda nosy4eHbl NOONUCAHHbIe UH(OPMUPOBAHHbIe 006POBOJIbHbIE CO1ACUs
Ha nybukayuro 0aHHbIx 06cedosaHus u pomoepaguu pebéHka.
Pe3synemamel. Y nayueHma, soweodwie20 8 NnpoeKmM 8 C0omaemcmauu € K/IUHU-
YecKUMU Kpumepusmu popMuposaHus 2pynnel puckd, N0 OaHHbIM NPOB8eOEHHO20
NOJIHO3IK30MHO20 CEKBEHUPOBAHUSA NOJIyYeHbl OaHHbIe 8 NOJb3y HAUYUA paHee
He onucaHHouU dynnaukayuu Xq12q13.2, noOmeepx0éHHOU peghepeHCHbIM Memo-
oom.

O6c¢cyx0deHue. YnpobaHOa u3 HaCMoAWe20 K/TUHUYECKO20 HabIlo0eHUs C Hecne-
yughuvecKuMU KIUHUYECKUMU NPOABIEHUAMU 8 HEOHAMA/IbHOM Nepuooe 8bisAsie-
Ha dynnukayus Xq12q13.2. loxoxue dynsukayuu onucaHsl 8 iaumepamype y mpéx
nayueHmMos ¢ 8poX0EHHbIMU NOPOKAMU pd3sumMus, 3nusaencuel u 3adepxkou
NCUXOMOMOPHO20 pazsumus. PaHHAA 0ua2HOCMUKA MAK020 HapyweHUs 4ucaa
Konuul 00 noAgIeHUA MAXEbIX KTUHUYECKUX NPU3HAKO8 3a60/1e8aHUsA N03801UM
onpedesiums NPO2HO3 U MAKMUKY Hab1r00eHUs U JiedeHus nayueHma.
3aknoyeHue. OnucaHHeblIl ciyqal dynnukayuu Xq12q13.2 y nayueHma 0emoH-
cmpupyem 8axHOCMb CBOEBPEMEHHO20 2eHemuYeCcKko20 aHaau3ad 0/11 onMuMu3d-
YUU MeOUKO-2eHeMUYEeCKo20 KOHCY/IbmUPOBAHUS, COKpaljeHuUs 0Ua2HOCMUYecKo20
NOUCKa U y/1y4weHus Npo2HO3d 0718 NaYyUeHmMos.

Knroueavle cnoea: ckpuHUH2 HOBOPOXOEHHbIX, CesleKMUBHbIU CKPUHUHZ, NOJTHO-
3K30MHOe CeK8eHUpPOBaHuUe, XxpOMOCOMHbIU MUKPOMAMPUYHbIU AHAIU3, OUeHKa
¢heHOomuna, 2eHemuyeckue 3a60s1e8aHUs
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ABSTRACT

Background. Within the framework of the regional pilot project on selective exome
screening of newborn children, which is carried out on the basis of the National
Medical Research Center for Obstetrics, Gynecology and Perinatology named af-
ter Academician V.I. Kulakov, we conducted molecular genetic testing of children
who meet the criteria for inclusion in the increased group of hereditary diseases.
We examine not only children with suspected genetic etiology of the condition,
but also children with borderline clinical and laboratory manifestations and minor
developmental anomalies.

The aim of the study. To describe the clinical and phenotypic features of a patient
with a previously undescribed Xq12q13.2 duplication detected in the neonatal period.
Materials and methods. The child was examined within the framework of a re-
gional pilot project on selective exome screening of newborn children. DNA was iso-
lated from a biological sample of venous blood of the newborn, and whole exome
sequencing and chromosomal microarray analysis were performed. Signed informed
voluntary consent for the publication of the examination data and a photograph
of the child were obtained from the legal representatives of the proband.

Results. Data in favor of the presence of a previously undescribed Xq12q13.2 du-
plication, confirmed by the reference method were obtained in a patient included
in the project in accordance with the clinical criteria for the formation of a risk group
according to the data of the conducted whole exome sequencing.

Discussion. Xq12q13.2 duplication was detected in the proband from the present
clinical observation with non-specific clinical manifestations in the neonatal period.
Similar duplications have been described in the literature in three patients with con-
genital malformations, epilepsy and psychomotor retardation. Early diagnosis
of such a copy number variation disorder before the appearance of severe clinical
signs of the disease will allow determining the prognosis and tactics of observation
and treatment of the patient.

Conclusion. The described case ofXq12q13.2 duplication in a patient demonstrates
the importance of timely genetic analysis to optimize medical genetic counseling,
reduce diagnostic search and improve prognosis for patients.

Key words: newborn screening, selective screening, whole exome sequencing,
chromosomal microarray analysis, phenotype assessment, genetic diseases
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BBEAEHUE

Bapwuauwma uncna konui (CNV, copy number variation),
BKJIOUAIOLLAA MOTEP UM yBEeNMYEeHNe OTHOCUTENIbHO
KpyrnHbIx cermeHToB reHomHon [HK (geneunn n gynnuka-
LuK), ABNAETCA OQHUM U3 OCHOBHbIX MCTOUHNKOB reHeTu-
Yyeckoro pasHoobpasus y yenoseka [1]. HepaBHue uccne-
[OBaHMVA NoKasasu, YTo YacToTa crneurduUHbIX ANiA OKy-
COB MyTaUuI de novo oka3biBaeTcst HAMHOTO Bbiwe Ans CNV,
yeMm A58 oiHOHYKNeoTnHbIx 3ameH (SNP, single nucleotide
polymorphism) [1, 2]. CNV coctaBnstoT npumepHo 12-16 %
reHoMa YefioBeKa, U B CPefiHEM Y OLHOr0o MHAMBUAYYMA
MO>KHO OGHapyxunTb oT 3 fo 7 pefkux CNV [3, 4]. Ponb CNV
B MaToreHese pasfinyHbix 3ab60neBaHUI B HacTosLLee Bpe-
MA NpUBIIeKaeT BCE 60sbLUe BHUMaHUS Gnarogapsa MHOXe-
CTBY CJIOXHbIX MOJIEKYNIAPHO-TEHETUYECKUX TEXHOJOIIA,
CNoCo6HbIX 06HapyxmBaTb pasnuuHble CNV. Mo gaHHbIM
Pa3nnYHbIX aBTOPOB, YacTOTa PeaKNX XPOMOCOMHbBIX aHO-
manumn coctasmna 1 Ha 1000-2000 [5].

[na noncka kpynHoix CNV, Kak npaBuno, ncnonb3syeT-
CA XPOMOCOMHbIN MUKPOMATPUYHBIN aHann3. AHann3 CNV
Mo AaHHbIM K30MHOIO CEKBEHUPOBAHUA 3aTPYAHEH ©3-
3a HEPaBHOMEPHOCTY MOKPbITUA, BO3HUKAIOLLEN B pe3yb-
TaTe oboralyeHus uenesbiMu dparmeHTamu. OfHaAKO cylle-
CTBYIOT MHCTPYMEHTbI, No3BonsioLe BbiaenAaTb CNV B faH-
HbIX MOJTHOIK30MHOIO CEKBEHMPOBAHMA [6], UTO B CBOIO OYe-
penb 3HauMTeNbHO NOBBILWAET AOI0 NALNEHTOB, AJ1s KOTO-
pbiX yAanocb yCTaHOBUTb MPUUUHY 3aboneBaHus [7].

LEJIb NYBJIMKALUN

OnucaHve KNNMHUKO-PEHOTUNNYECKUX NPOABAEHNN
B HEOHaTaNbHOM Nnepuoe y nauneHTa C BbIABNEHHONW Ay-
nankaumen Ha X-xpomocome Xq12q13.1.

METOAbI

Pe6G&HOK 6bln 06CNIefoBaH B paMKax PernoHanbHo-
ro NUWAOTHOrO MPOEKTa MO CeNekTUBHOMY 3K30MHOMY
CKPVHWHIY HOBOPOXAEHHbIX ileTel, KOTOPbI NPOBOANT-
cA Ha 6a3e OIbY «HaunoHanbHbIN MeAULVNHCKUIA nccne-
[OBaTENbCKUI LEHTP aKyllepCTBa, TMHEKONOrNN 1 nepu-
HaTonornm nmeHn akagemmka B./. Kynakosa» MunHsgpa-
Ba Poccun (OIBY «<HMUL, ATl um. B.U. KynakoBa» MunH3-
Apasa Poccun) [8].

3abop KpoBU ocywecTBaAnca B npobupku ¢ OTA,
6romaTepuan TpaHcnopTupoBanca B buobank OIrby
«HMWU ATTI um. B.M. Kynakosa» MuH3gpasa Poccun. Bbl-
peneHue OHK npoucxoamno ¢ ncnonb3oBaHnem Habo-
pa AHK MPOBA-MY MAKC (OHK-TexHonorua, Poccus),
COrnacHoO NpoToKosy npowvssogutens. [NonHO3K30MHOoe
CeKBEHMPOBaHMEe BbIMOMHANN C NCNONb30BaHMEM MNpU-
6opa NovaSeq 6000 lllumina® (CLUA), npurotoBneHune
6ubnmnotek — ¢ nomouybio DNA Prep (S) Tagmentation,
IDT® Illumina® DNA/RNA UD Indexes (CLLA) n xGen Exome
Research Panel v. 2 (Integrated DNA Technologies, Inc.,
CLA) B COOTBETCTBMM C MHCTPYKUMAMMN NPOU3BOAUTENA.
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Ina noncka CNV ncnonb3oBancs CO6CTBEHHbIN pa3pabo-
TaHHbIM anropuTtm. AHanu3 CNV npoBoannca ¢ MCnonb3o-
BaHMeM pa3paboTaHHOro B nabopatopun anropuTma, oc-
HOBaAHHOTO Ha CPaBHEHWW AaHHbIX MO MOKPbLITUIO C pede-
peHcHbIMK obpasuamu. MoaTeepxaeHme Hanmuns CNV, 06-
HapY>KeHHOro NPV aHanr3e 3K30MHbIX JaHHbIX, MPOBOAU-
NOCb METOAOM XPOMOCOMHOIO MUKPOMATPUYHOIO aHanm3a
(XMA) c ncnonb3oBaHnem Habopa peakTrBoB ThermoFisher
CytoScan 750K array (Thermo Fisher Scientific, CLLA) B co-
OTBETCTBUM C UHCTPYKUMAMU NpomnssognTens. Komnccumen
no 3TuKe 6ruomMeanLUNHCKNX nccnegosaHnin Orey «HMULL
ATTI um. B.M. Kynakosa» MunH3gpasa Poccum 6bino ogo-
6peHO NpoBeAeHMe TeKyLLero nccnefoBaHus (MPOTOKON
N2 6 oT 20.06.2024). OT 3aKOHHbIX NpefCcTaBuUTENEN NpPo-
6aHAa noslyyeHbl NoAMMCaHHble UHPOPMUPOBaHHbIE 0-
6pOoBOJIbHbIE COrnacus Ha NybnmMkKauuio JaHHbIX obcneso-
BaHUA 1 poTorpadunv pebéHka.

KITMHUYECKU CITYYAN

HepoHoweHHbIn Manbumk . (ID W909) pogunca Ha cpo-
Ke 6epemMeHHOCTU 36 Hefenb U 1 AeHb OT HEPOACTBEHHO-
ro 6paka, 1-n bepemeHHocTtu, 1-x pogos. Mpu obcneno-
BaHUW BO Bpems 6epeMeHHOCTM Mo pe3ynbTaTaM MepBo-
ro CKPUHWHIa PUCKMN XPOMOCOMHbIX aHOMAJINA U OCNOX-
HeHWNIN 6epeMeHHOCTN OLeHEHbI Kak Hu3Kue. Mo JaHHbIM
npeHaTasnbHbIX YNbTPa3ByKOBbIX UCCIIefOBaHNIA Gblia Bbl-
ABIeHa eIHCTBEHHasA apTepurs NyrnoBuHbI. Tekylyaa bepe-
MEHHOCTb MaTepu OCSIOXKHUACh XONeCTa3oM 6epemMeHHbIX,
XenesopeduuUTHOM aHeMMEl NEFKOW CTENEHN U YMePeH-
HOW Npe3Knamncren HenocpeacTBEHHO nepes pogamu. Pe-
6EHOK poauscsa NyTEM OMepaTUBHbIX BarMHasibHbIX POOB
C NPUMEHEHNEM BaKyyM-IKCTpaKLMK B CBA3M C NPU3HaKa-
MU MHTpaHaTanbHOM runokcumn nnoga. OueHka no wkane
Anrap - 7-8 6annoB, Macca Tena npu poxaeHun — 2880,
AnunHa Tena — 49 cm. CocTtosiHe pebEéHKa Npu POXAEHNN —
cpefHeln CTeNeHn TAXKeCTH, YTO CBA3AHO C HeOHOLEHHO-
CTbto, MOPHODYHKLMOHANIbHON HE3PENOCTbI0 U YMepeH-
HOW rMnepBo30yANMOCTbIO Ha GOHEe NepeHeCcEHHON NHTPa-
HaTasbHOW rMnoKcuu. B ganbHerwem Habnogancs B otae-
NeHNM NaTONOr MM HOBOPOXAEHHbIX 1 HEQOHOLUEHHbIX Je-
Tert OTBY3 «MpKyTCKIMI ropoaCKON NeprHaTanbHbI LLEHTP
nm. ManuHosckoro M.C.». DHTepanbHoe KopMieHume rpya-
HbIM MOJIOKOM C POXAeHMA, ycBamBan xopoLuo. C poxaeHus
OTMeYanncb 3Nn304bl paHHel HeoOHaTaNbHOW MMMNOrvKe-
MUK, TpeboBaBLLel BHYTPUBEHHOW KoppeKkuun. K TpeTbum
CYTKaM >KM3HU 3NN304bl TMMOMNKEMNUN KynnpoBaHbl. Obl-
XaTesbHbIX Y FeMOANHAMNYECKUX HapyLLUEHNI He OTMeYa-
NOCb, NAacCax Mo KMLLIEYHUKY U MoYeBbleneHmne — 6e3 0co-
6eHHocTel. [laHHble NPOBeAEHHOIO NHCTPYMEHTaIbHOrO
obcnenoBaHMA NpeacTaBneHbl B Tabnvue 1.

Mo AaHHBIM KINMHUKO-N1abopaTOPHOro U MHCTPYMEH-
TanbHOro ob6cnefoBaHnsA, Pe6EHOK COOTBETCTBOBAN KpU-
TepUAM BKIIOUYEHUA B FPynMnbl pYcKa NO peanunsauun re-
HeTnYecKnx 3ab0NeBaHUN B paMKax NUIOTHOIO NMPOeKTa
Mo cenekTVBHOMY 3K30MHOMY CKPUHMWHIY HOBOPOXAEHHbIX.

Mpw oueHke peHoTMNa obpalLatoT Ha cebA BHUMaHNe
HenpPoOnoOpLMOHANbHOCTb TeNa 3a CYET YKOPOUEHMA HUXK-



HUX KOHeYHOCTeN. TakXe NMeloT MeCTO HEKOTOpOoe YMeHb-
LeHne Pa3MepPOB KUCTEN 1 CTOM (BO3MOXHO, KOHCTUTYLIU-
OHasibHOe), 6PaxNAAKTUNIVA KUCTEN 1 CTOM, KOPOTKas Lues,
yMepeHHas fonvxouedanus; Ha 1eBov TaAoHW MMEETCA Mo-
nepevHasi 60po3aa, Ha NPaBoy TAJOHN — HeT. Y pebEéHKa Bbl-
COKUI BbIMYKbIA N00, TENIEKAHT, SMVKAHT, LUMPOKasA BAaB-
JIeHHaA nepeHoCrLa, KOPOTKUIN B3AEPHYTbIN HOC, OCTPbIN
KOHUMK HOCa, KOPOTKas BAaBJIEHHAs KoJlyMena, MaJieHb-
Kue 651M3KOpacnosioxKeHHble HO34PW, ANVHHBIV FyO6oKui
dunbTp, «yK KynngoHay, yMmepeHHbI MUKPOMEHNC, HO 06a
AINYKA ONyLLEHbI B MOLLOHKY (puc. 1). Kpome Toro, npu 6ec-
nokoncTee pebéHKa Ha nby 3aknagbiBaloTcA HEOObIYHbIE
CKIaZKu, Noxoxue Ha 6yksy A (nambza).

Mpu NONHO3K30MHOM CEKBEHUPOBaHUU Gblna 3ano-
JO3peHa AynnmMkauma yyactka Xpomocombl X (puc. 2a)
C NpubnusnTenbHbiMK rpaHuuammu chrX:67544000-
72715000 (GRCh38), Bkntoyatower 89 reHoB, B TOM UuC-
ne reHbl OPHN1, YIPF6, STARDS, EFNB1 n PJA1. Oynnuka-
umn Xq12q13.1 MmeHbluero pasmepa, BKIKYalLmne reHbl

TABJNINLUA 1
PE3YNIbTATblI OBCJIELOBAHUA NALUUEHTA 4.

WccnepoBaHune

HelipocoHorpadus

OPHNT1, YIPF6, STARDS8, EFNB1 n PJA1, onncaHbl Kak BO3-
HUKLWKe de novo y NalMeHTa C rmnepTesiopusMom, LWnpo-
KOW NepeHoCuLen, HA3KOMOCAaXXEeHHbIMM YLLHbIMY PAKOBU-
HaMu, BPOXKAEHHOWN anadparmanbHON rpbiXKel 1 NIErkom
3afepKol pa3suTua [9] 1 y nauymeHTa C runepTenopus-
MOM 1 3afepxKol pa3suTtua (Decipher Patient: 426236).
BbisiBneHHan gynnukauma 6biia pacleHeHa Kak BeposT-
HO nNaToreHHas. [Jpyrux naToreHHbIX 1 BEPOATHO NaToreH-
HbIX BapVAHTOB, aCCOLMMPOBAHHbIX C GEHOTUMOM, BbIsIB-
NEHO He 6bifo.

[lnA Banvaaumm v yTouHeHVA rpaHnL, 4y nankawmm 6b11o
npoBefeHO MOJNEeKYNAPHOe KapnoTUNMPOBaHNE Ha Ma-
TpuLax: Hanuume aynnukauuy 6110 NOATBEPXKAEHO pe-
dbepeHCHbIM MeTOI0M, MOMNEKYJIAPHBIN KaproTun onpege-
néH Kak arrfGRCh371Xq12q13.2(66050319_72169662)x2,
uto no GRCh38 cooteetcTByeT chrX:66830477-72949827.
B uncne 98 BoBneuéHHbix reHoB — OPHN1, YIPF6, STARDS,
EFNB1 v PJAT. HesHaunTenbHaa pasHuua rpaHul onpege-
nseTcs 0CO6eHHOCTAMY MEeTOOB.

TABLE 1
RESULTS OF THE EXAMINATION OF PATIENT D.

Pesynbtat

yMepeHHbIe N3MeHeHNA 3XOreHHOCTU NapeHXMbl FONIOBHOIO Mo3ra,

60nblie B NeprBeHTPUKYNAPHO 06nactu

Y3/l BHYTpPEHHUX OpPraHoB 1 MoYeK

OxoKI

MaTonorun He BbIABNEHO

2 MblWweyHbIX fedeKkTa Mmexkenyaoukosol neperoponku (0,2 n 0,25 cm),

OTKpbITOE oBasnibHoe oTBepcTne — 0,15 cm

OcmoTp odTanbmonora

OcMoTp AeTcKoro xupypra

Mpumeyanue. Y3 - ynbtpassykoBoe nccnegosaxiue; IXoKl — sxokapauorpadus.

PUC. 1.
®eHomun nayueHma []. ¢ dynnukayueli Xq12q13.2

bes ouarosoi natonorun
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BpoXAEHHDBI NOPOK Pa3BUTUA: MUKPOMEHNC

FIG. 1.
Phenotype of patient D. with Xq12q13.2 duplication



PUC. 2.

Busyanuzayus dyniukayuu y4acmika xpomMocomel X no aHanu-
3y OaHHbIX NOKPbIMUS, NoJlyYyeHHbix Memodom NGS (a), u epaHu-
ybl NO pe3ysibmamam XpoMoCOMHO20 MUKPOMAMPUYHO20 aHa-
nusay nayueHma (ID W909) Ha npoepammHom obecneyeHuu
Chromosome Analysis Suite Software (6)

OBCYXXAEHUE

CHAPOMbI XPOMOCOMHbIX MUKpOZeNeuun n MUKPoay-
nnukaumi (CNV) npenctaBnsitoT co60 BbICOKO KIMHUYECKN
reTeporeHHyo rpynmny 3a6oneBaHni, Bbi3BaHHbIX Aeneuuns-
MU 1Y BynaMKaumaMM y4acTKOB XPOMOCOM, KOTOpPbIe He-
BO3MO>KHO BbIAABUTb NPV CTaHAAPTHOM UCCNIEOBaHUN Ka-
puiotuna [10]. OCHOBHbIM NPEUMYLLECTBOM MPUMEHEHNA
XMA nepep cTaHAApPTHbIM KapuoTUNNPOBaHMEM ABAAET-
CA ero cnocobHOCTb AETEKTUPOBaTb XPOMOCOMHbIV AKWC-
6anaHc B 1060M YHMKaIbHOM y4YacTKe reHOMa C BbICOKOW
pa3peLuatoLeit cnocobHocTbio [11].

Ha cerogHAWHNA OeHb YBENNUYMBAETCA KONNYECTBO
onucaHHbIx cnyyaeB CNV, cBA3aHHbIX C HACNeACTBEHHbIMM
3aboneBaHusiM1. Hanbonee 4acTo nokasaHvem Ans npo-
BegeHna XMA y neten B nepsble 3 rofa »KM3HW ABNAETCA
HanuMume Taknx KNMHNYECKMX NPOABEHNN, KaK 3afeprKKa
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FIG. 2.

Visualization of duplication of chromosome X region based

on the analysis of coverage data obtained using NGS method (a);
visualization of boundaries based on the results of chromosom-
al microarray analysis of a patient (ID W909) using Chromosome
Analysis Suite Software (6)

NMCUXOPEUYEBOTO M MCUXOMOTOPHOIO Pa3BUTKA, OCOBEHHO-
CTV GeHOTUMA, MblLLEYHAA TMMOTOHUS, SNUAENCKs, Cyaopo-
rvm v gpyrue [12,13].

CyLlecTByeT MHOXKECTBO MCC/IeA0BaHNI, MOCBALLEHHbIX
KINMHNYECKOMY aHanun3y M3BeCTHbIX CMHAPOMOB C Liefblo
ynyudlleHUsA NoAXoA0B K OLeHKe CUMMATOMOB MO MX AnarHo-
CTUYECKOW 3HAUMMOCTW, BblAeNAsA NOCTOSHHbIE, YaCTble U ac-
counmpoBaHHble cMnToMbl [12, 13]. BaxkHyto posib npu CuH-
APOMOJIOrMYECKON OLEeHKe UrpaeT BbiABNEHNE MUKPOAHO-
Manuii pa3BUTUA, KOTOPbIe MOTYT ObITb HE3HAUNTENbHBIMA
1 HecneunpuuHbIMM, 0CO6EHHO B HEOHaTaNIbHOM Neproae.
O[HOW 13 OCHOBHBbIX NMPO6EM KIMHNYECKOW OLIEHKM ABJIAET-
CA BbICOKasi BapnabesibHOCTb KITIMHUYECKMX MPOSABIEHNN MU-
KpoZeneuuin n MUKpoaynnvKaLmi, ocobeHHO B HeOHaTasb-
HOM Nepuoge, 1 YaLe BbisiBnieHne CNV nponcxogut npwm no-
ABNEHN KITMHNYECKMX MPV3HAKOB Y NaLMeHTa Ha 3Tane guma-
FHOCTMYECKOro MOUCKa yKe MNocsie NepBoro rofa *umsHu [14].



B Halwem HabnogeHV naumeHT [l. 6b11 OTHECEH K rpyn-
rne NoBbILLEHHOIO PMCKa HAa OCHOBE KIMHNYECKUX KPUTEPU-
eB[8].Y Hero 6bina BbisiBfIeHa U NOATBEPXKAEHA AyNMKaLus
Xq12q13.2, onncaHHas B nMTepaTtype ewwé y Tpéx nauneHToB
C aHaNOrMuHbIMK AynanKaumamn. B kKnHmyeckom Habno-
AeHun F. Petit 1 coaBT. onncbIBaloT NpobaHaa C BPOXKAEH-
HOW AnadparmManbHON rpbiKel, KAMNTOAAKTUNINEN BTOPOTO
1 TPETHErO NasnbLeB NPaBoOW PYKM, HU3KOPACMONIOXKEHHbIM
COCKOM CrpaBa M 3KToMnunel neBoro anyka. Cpeam nmueBbix
0COBEeHHOCTEN OTMEYANTUCh FMMNEPTENOPU3M, SMUKAHT U pas-
[BOEHHbI KOHUMK Hoca [9]. B ctatbe M.F. Bedeschi v coasr.
OnNMUcaHo HabnaeHre Marbylka, POAMBLLErOCA B yIOBET-
BOPUTENBHOM COCTOAHUM OT HEPOACTBEHHOro 6paka. Ou-
3MYecKoe pa3BUTKEe BCerga Haxoannoch Ha HUXHNX FpaHu-
Llax HOPMbI, PV 3TOM HabJl0AANOCh OTCTaBaHUE B Pa3BUTUN
KpYMHOWN MOTOPUKU, KOTHUTUBHbIX 11 COLiMabHbIX HABbIKOB.
B Bo3pacTe 2 neT OH Mor cuaeTb 6e3 noaaepKku, a xogbba
6blla BO3MO>KHA TONIbKO Y ornopbl. PeueBas akTVBHOCTb Ha-
Yanacb C YeTbIPEX JIeT 1 COCTOsINA N3 HECKOMNbKNX OTAeSb-
HbIX CNoB. K 6 rojam y Hero passuimch peungmsrpyowmne
MynbTUdOKanbHble NPUMNALKU, KOTOPble KynuMpoBaauch
NPOTUBOCYAOPOXKHbIMU NpenapaTamu. KpaHuanbHas mar-
HUTHO-PEe30HaHCHas ToMorpadus, BbiMoNHeHHasA B 13 neT,
BbifABUNa AP Yy3HOE N3MEHEHE CUTHasa, XapaKTepusyto-
Leeca rmnepuHTEHCUBHOCTbIO T2 cynpaTeHTopuranbHOro
6enoro BeLlecTsa ¢ BOB/IeYeHeM MO30IUCTOro Tena u 3a-
[HUX Myiey BHYTpeHHrX Kancyn [15]. Takxke B 6a3e Decipher
ornvcaHa AeBoYKa C r’mnepTenopusMom 1 3afiep>KKom ncu-
XOMOTOPHOIO Pa3BUTYA, AHANIOrMYHBIMU HaLLEMY MaLUeHTy
(Decipher Patient: 426236). KnnHuueckme nokasatenu n dpe-
HOTUMMYEeCcKne 0COOEHHOCTM, ONUCAHHbIE Yy APYruX nauu-
eHTOB (OTCTaBaHMe GU3MUYECKOro Pa3BUTKSA, MCUXOMOTOP-
Hble HaBbIKY, SNnnencrs), y naymenTa [I. Mornu ewwé He npo-
ABWTBCS, YTO NOAYEPKIMBAET BaXKHOCTb PaHHeN andpepeH-
LManbHOM ANArHOCTUKM MUKPOXPOMOCOMHbBIX HAPYLLIEHN
1 MO3BONAET NPOrHO3MPOBaTb TeUeHe 3ab01eBaHNA 1 TaK-
TUKY AUHAMYEeCKOro HabnogeHms.

BoinaBneHHas gynnukauma Xq12q13.2 y npobaHaa faért
BO3MOHOCTb CBOEBPEMEHHO NMPOBECTN MeNKO-TreHeTnYe-
CKOe KOHCYNIbTUPOBaHe CeMbM C onpefieneHnem fanbHei-
LUe TaKTUKM KaTaMHeCTUYeCKOro HabntogeHus, NporHo3a
3aboneBaHus, NaHNPOBAHMA UHANBUAYANbHbBIX TPOrPamm
peabunuTtaLmm ewé Ha CyOKNMHUYECKOM 3Tane, NPoBeCTy
MCYXONIOrMYecKyto MOAroTOBKY poAuTeNel, a TakxKe No3Bo-
nAeT n3dexaTb ANMUTENbHOM «AMarHOCTUYECKOWN O4MNCCen».

3AKNIOYEHUE

Bapwuauun uncna Konui npeacTaBnsoT Co6om KnMHuYe-
CKM reTeporeHHble reHeTUYeCKne HapyLLEHWSA, XapaKTepr3y-
loLLMECA LUMPOKMM CNEKTPOM CUMMTOMOB, BK/IOYasA YMCTBEH-
HYI0 OTCTaNOCTb, 3aAeP>KKY NCMXOMOTOPHOrO pa3BUTHKSA,
BPOXAEHHbIE MHOXECTBEHHbIE 1 M30JIMPOBaHHbIE MOPOKN
pa3sutunaA. OnrcaHHbIn cnyyan gynnvkaumm Xq12q13.2 y na-
LiMeHTa NoKasbiBaeT, YTO B HEOHATaNIbHOM NepPUOoAe OLeHKa
MasblX aHOManmniM pa3BUTUA N NX COMETaHME OLLeHNUTb Kpail-
He CJTIOXKHO, GeHOTUM NaLMeHTa MOXeT ObITb He chopmMUpPo-
BaH OKOHYaTEeNbHO, HEKOTOPbIE KITMHUYECKE NPU3HAKM MO-
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ryT NoABNATbCA B 6onee cTapllem Bo3pacTe. B 3o cBa3un
NpYIMEHeHe NOAX0A0B MO 0T60PY NaLMEHTOB B rpynny pu-
CKa C LieNblo MOMeKyNAPHO-TeHeTUYeCcKoro 06cneoBaHus,
a TakXe aHann3 M1KPOAENEeLMOHHbIX 1 MUKPOAYNnKaLum-
OHHbIX acCcoLMaLNA MO AAaHHBIM 3K30MHOIO CEKBEHMPOBa-
HIA AAET BO3MOXKHOCTb ONTUMM3NPOBATb MeANKO-TeHeTNYe-
CKOe KOHCYNIbTUPOBaHKE 1 COKPATUTb BPeMs iMarHoctuye-
CKOro NoucKa y nauueHToB. TeM caMbiM OnpeaensoTcs BO3-
MO>KHOCTb MPOrHO31POBaTh TeYEHUE 3a00/1eBaHNA, TaKTVKa
HabnoaeHNA 1 neveHnsa NpobaHAaa, a TakKe TaKTUKa Meau-
KO-reHeTNYeCKOro KOHCYIbTUPOBAHWA U 06CeloBaHMsA ce-
MbU NMPob6aHaa C Lenbio NnaHUpPoBaHKA nociegyowmux be-
pPEMEHHOCTEN 1 POoXKAeHNsA 300POBOro NOTOMCTBA.

OuHaHcMpoBaHue
Pa6oTa BbinonHeHa B pamkax CornalieHns ¢ MuHsapa-
BoM Poccum N2 056-02-2024-214 ot 15.02.2024.

KoHnuKT nHTepecos
ABTOpPbI AaHHO CTaTby cOO6LLIAOT 06 OTCYTCTBMM KOH-
dnNMKTa HTEepecoB.

BbipakeHne npusHaTeNbHOCTU

ABTOpbI Bblpa)kaloT 651arofapHOCTb COTPYAHMKaM
OIBHY «HayuHbI LeHTp Npobnem 300pOBbA CEMbU 1 pe-
npoaykumm Yenoseka» 1 OI'bY3 «MpKyTcknii ropogckom ne-
pViHaTanbHbIN LeHTp um. MannHosckoro M.C.».
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