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ABSTRACTS

C/YYAN YHAC/IEAOBAHHOIO KOMBUHUPOBAHHOIO XPOMOCOMHOIO
NNCBAJIAHCA DUP(18P)/DEL(18Q) B MNOTOMCTBE HOCUTEA
NEPULEHTPUYECKON UHBEPCUN XPOMOCOMbDI 18
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BBenenme. llepuinieHTpudyeckne WHBEPCUU
(ITN), sBnsrommecst BapUaHTOM cOaNaHCUPOBaH-
HBIX IIEPECTPOEK B KAPUOTHIIE, OMMCAHBI I BCEX
ayTOCOM M TOJOBBIX XpoMocoM. [lns Hocurtenei
[T xapakTepeH HOpMAaJIBHBIA (EHOTHUII, HO TTOBHI-
LIEHHBIA PUCK MATOJIOTHHU penpoaykuuu. Ilotom-
CTBO MOXKET UMCTb HOpMaJ’IBHBIfI KapuoTHUIL 00
HacJelI0BaTh XPOMOCOMHYIO TEpEeCTpPOiKy B cba-
JTAHCHUPOBAHHOM HIIU HeCOallaHCUPOBAHHOM Bapu-
aHTax. BeposTHOCTH pokeHns pebeHKa ¢ XpoMo-
COMHOI OOJIE3HBIO M PUCK PEINPOAYKTUBHBIX I10-
Tepb 3aBUCUT OT pasmepa uHBepcHuH. IIoCkonIbKy B
MHPOBOMW IIUTEparype HaOIIONEHUS XPOMOCOMHO-
ro aucbamanca y moromctBa Hocutenei [IM 18
HEMHOTOUHWCJICHHBI, aHalu3 (PEHOTUITNYECKHUX
MPOSABIECHNN TaKOW MaTOJOTMH MPEACTABISAET Ha-
YUYHBIA U TPAKTUYECKHUI MHTEpEC.

Heab nccaenoBanus. [lpencraButs pesynbra-
ThI KIIMHUYECKOTO HAOIIONEeHNs MallMeHTa ¢ yHac-
JIeZIOBAaHHON PEeKOMOMHAHTHOW XpoMocoMmon 18 3a
20-neTHHI IEpUO U OLIEHKY MPOTHO3a TOTOMCTBA
Hocureins [11 18.

Marepuajbl 1 MeTOAbl. CeMbs C OTATOILEH-
HBIM DPETPOIYyKTUBHBIM aHaMHE30M OOcCienoBaHa
C WCIIOJIb30BAHHEM KJIMHUKO-TEHEAIOTHUECKOTO,
yapTpa3BykoBoro u 1mutoreHerunueckoro (GTG-
banding) meTonoB. [Ipoananu3upoBaHbl KIMHUYE-
CKUe JaHHbIe pedeHKa (mpobaHy), ero poauTesei
Y POJCTBEHHHUKOB.

Pesyabrarbl.u ux odcyxnenune. [Ipodann po-
JIUIICSL B TIEPBOM Opake 3I0POBBIX CYIPYToB OT 2
OepeMeHHOCTH B Cpok ¢ maccoi 3310 r, mimHOMN
tena 51 cm. Ilpu nuroreHeTnyeckoM HccliieoBa-
HUM B Bo3pacTe 11 MecsrieB ObLT YCTaHOBIICH Ka-
puoTHIT 46,XY,rec(18)dup(18p)inv(18)
(p11.22921.33)mat. PexomOuHanTHast XpomMocoma
18 yHacnemoBaHa OT Marepd — HOCHUTEIbHHUIIBI
N 46,XX,inv(18)(p11.22q21.33), wumetomei
HOpMabHBEIN (deHoTun. KapuoTumsl orma, cubca
1 6a0yIIKK 10 MaTepUHCKOW TMHUHM HOpPMaJbHbIE,
MTOPOKOB Pa3BHUTHs W HAPYIIEHWH HWHTEJUIEKTa HE
BBISIBIICHO.

C poxneHuss y pebGeHKa OTMEUEHBl Uepeln-
HO-JIUIIEBBIE AUCMOP(UN, CTEHO3 MPABOTO U aTpe-
3UsI JICBOTO CIYXOBBIX IPOXOJIOB, MBIIIEUHAs THU-
MOTOHHMS, IUCTOHUS, TUITOPE(ISKCHs, HApyIIeHHE
BCKapMJIMBaHUsl (4acThle CPBHITMBAHUS, HEIOCTa-
ToyHas npubaBka B Macce). Ha mepBom romy xus-
HU HaOIronanacek 3a7ep’Kka MOTOPHOTO Pa3BUTHS:
TOJIOBY JIEPKUT C 2,5 Mec., IepeBopaunBaetcs ¢ 4
M€C., CHINT ¢ 8§ MecC., IepecTymnaeT y onopsl ¢ 10
Mec., XOIUT caMmocTosATeNnbHO nocne 1 roxa. Ipo-
BEJICHO OPTOIEINYECKOE JIEYEHHE TI0 MTOBOJY TUIO-
CKOBAJIBI'yCHOW yCTaHOBKH cTOI. OTanpbMOI0TH-
YeCKHe paccTpOMCTBa: KOcoryaszue, HUCTarM, TH-
TIePMETPOTTHSI. ITopoxos pa3BUTHSA
CEpACYHO-COCYUCTON CUCTEMBbI, OPTaHOB OpIoLI-
HOM TOJIOCTH, TEHUTAJIMA HE yCTaHOBJIEHO. B ana-
MHeE3€ 3apeTHCTPUPOBAH CYIOPOKHBIN CHHAPOM.

B nacrosimee Bpems Bo3pact mpobanna 21 rox,
Haxo[HWTCS B CHEIUATN3UPOBAHHOM WHTEpHATE
BBH/JIY BBIPQKCHHOH 3a/IePKKH YMCTBEHHOTO U pe-
4yeBoro pa3Buthi. llepmoamuecku oTmeuaeTcs
OecrokoiiHoe, HaBA3uMBOe mnoBeaeHue. Cynoporu
OTCYTCTBYIOT. PU3NYECKOEe pa3BUTHE B IMpeiesiax
HOpMEI (pocT 168 cm, 10-25 p.c.; Bec 64 k1, 25—
50 p.c.; OKpPYXHOCTb TOJIOBHI 55 cM, 25-75 p.c.).
Bropuunbie mosoBbie TpU3HAKH COPMUPOBAHEI.

[TockonbKy y manmMeHTa UMeeT MEeCTO KoMmOu-
HUPOBAaHHBINA XpoMOCcOoMHbBIN aucOananc dup(18p)/
del(18q), ObuH TIpoaHaNM3MPOBAHBI JaHHBIC MU-
POBO# nUTEpaTyphl MO0 GEHOTUIHYECKUM TPU3HA-
KaM COOTBETCTBYIOIINX BapHAHTOB (TOIBKO TPH-
comust 18p mu60 MoHOCOMUs 18q) U X coYeTaHU-
am. Tpucomus  pll.22—pter mposBiseTcs
3aziep kKol micuxomoTopHoro pazsutus (3[IMP),
HecnenuprUeckuM KOMIUIEKCOM aucMopduil u
AHOMAaJIM{ pPa3BUTHSA, KOTOPBIC MPUCYIIH OOJb-
UIMHCTBY (POPM CTPYKTYpHOTO ayTOCOMHOTO JIHC-
Oamnanca (Peron A., 2014). HampoTus, MOHOCOMUS
JTUCTAJIbHBIX ydacTKoB (q2l—qter) IMHHOTO
mie4a XpoMOCOMBI 18 TIpu3HaHa KIWHUYECKH
ouepueHHBIM cuHApoMoM (OMIM #601808), mis
kotoporo xapaktepHsl 3IIMP, mukpouedanus,
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CTEHO3/aTpe3usi CIYXOBBIX MPOXOMOB, OdTambpMo-
JIOTHYECKHE HapylleHus: (KOocoIvazue, HUCTarm,
aykoma, atpodusi 3pHTEIBHBIX HEPBOB), THIIO-
Ija3us CpeaHed TpeTH JuIa, MPOTHATHS, POT
«xapra». Cpenn aHOManuid pa3BUTHS Mpeodiiaaa-
10T 1Topoku cepana (25-35%).

Uuciio onyONMKOBaHHBIX HAOMIOIEHUN YKHBO-
POXKIEHHOTO MTOTOMCTBA C YHACJIEIOBAHHOU OT pPo-
JUTENsl PeKOMOMHAHTHOU Xpomocomoii rec(18)
dup(18p) xpaiiHe OTpaHUYECHO, & TOUYKH PA3PHIBOB
B JUTMHHOM TuIe4e pa3nuuHbl. Cpenn 9 n3BECTHBIX
HaM CJy4YaeB aHaJIOTWYHBIA KOMOWHHUPOBAHHBIN
nucOaane dup(18p11.21—pter) u
del(18q21.33—qter) onucan y 2 cubCOB ¢ Koap-
KTal#e aopThl, YMEPIINX B MEPBBIE CYTKU KU3HU
(H. Hu et al., 2013). /IBoe u3 Tpex aereii co cXo-
HBIM  oObemMoMm  gucOamanca  dup(18pll.2/
pll.3—pter) u del(18q22—qter) umenu 3IIMP, B
OJTHOM CJIydae OTMEYEH IMOPOK Cepjia M JIErKOTo
(Mejia-Baltodano, 1997; Robers, 2001). ¥V getsI-
pexX MalMeHTOB C MEHBIIUM pPa3MEepOM MOHOCO-
mun 18q23—qter Taxke oTMedansach yMCTBEHHAS
OTCTAJOCTh, Y OJHOTO M3 HHUX ONHCAaHA aTPE3Hs
HApYKHBIX CIYXOBBIX KaHallOB — XapaKTEPHBIH
MIPU3HAK MOHOCOMHH JMCTAIBHBIX CETMEHTOB 18(
(Vermeulen, 2005; Bartels, 2011). OueBuaHo, 4TO
CUMIITOMOKOMITJIEKC Y OITMCAaHHOTO HaMH TaIieH-
Ta COOTBETCTBYET ONYOJIMKOBAaHHBIM B MHPOBOU
mateparype (EHOTUITMYECKUM XapaKTEePUCTUKAM
MoHocomuu 18q.

MenuKko-TeHeTHYECKOEe KOHCYJIbTUPOBAHHE.
[IpoTsKEHHOCTh MHBEPTUPOBAHHOIO y4YacTKa B
npexacrabieHHoM ciydae inv(18)(pl11.22q21.33)
cocTaBisieT ~66%, 94TO0 00yCIIaBIMBAaET BBICOKHUI
reHeTnueckuil puck. Ilo qaHHBIM MHpPOBOH nHTe-
paTypsl 4actoTa 0Opa3oBaHHS PEKOMOMHAHTHBIX
BapuUaHTOB B noTtoMcTBe Hocutenen 111 18 ne me-
Hee 20% (Gardner R.J.M., 2016). B npencrasieH-
HOH cembe B 3 u3 4 OepeMeHHOCTeH HaOIomancs
HeONMaronpusATHBI UCXOA: 2 CIIOHTaHHBIX abopTa
1 pOXJIEeHHE peOeHKa ¢ XPOMOCOMHBIM 3a00JieBa-
HueMm. OgHa GepeMeHHOCTh 3aBeplIniach PoxKie-
HHUEM 3[I0POBOTO MaJbiMKa ¢ HOPMaJIbHBIM KapHo-
THUIIOM, YCTAHOBJICHHBIM IIPEHATAJIBHO.

3akmiouenne. [Ipu naHHOM Bapuante KOMOU-
HupoBaHHoro aucOamanca dup(18p)/del(18q) B
KIMHAYECKOW KapTHHE JOMHUHHUPYIOT NPHU3HAKH
nuctainpbHOM MonHocomuu 18q. IlpemcraBnenHoe
HaOMoeHNE AEMOHCTPUPYET 3HAYUTENBHYIO MPO-
JOJDKUTEIBHOCTD KU3HH JIMI[ ¢ PEKOMOMHAHTHOM
xpomocoMoii 18, BBuay orcyrcTBus Tsikenbix BIIP.
Pannsist nHBaNMANM3aIUS MAUEHTOB ONpPEeIseTCs
YMCTBEHHOHM OTCTAJIOCTBIO U HApyIICHHEM CIyXa.
Axymiepckuii aHamHe3 KeHUMHbI-HocuTens [IU
18 ¢ pasMepoM HHBEPTHPOBAHHOTO CErMEHTa 00-
nee 50% MUTIoCTpUPYET BEICOKHH PUCK PETPOTYK-
TUBHBIX IOTEPb W/WIIN POXKAECHHS TOTOMCTBA C XPO-
MOCOMHBIM AMCOaTaHCOM M JTUKTYyeT HeoOXoau-
MOCTh TIPOBEACHUS WHBA3WUBHON IMArHOCTHKH C
LEJIBIO OIPE/IeNICHNs] KapUOTHIIA TUIOJIA.
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