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Beenenue. Cunapom bekBura—Buaemana siBiasieTcsi reHETUYECKUM T'€TEPOTEHHBIM COCTOSIHHEM.
3aboeBaHue BBI3BIBACT PsiA TeHETHUECKHX (rmocienoBaTenbHOCTh JJHK) u smureneTnaeckux (MeTu-
nupoBanne JIHK, mommduxanuss rucTOHOB) M3MEHEHHH, MPUBOAAIINX K HAPYIICHHIO PETYIALNN
TPAHCKPHUIIIIUU TE€HOB PEryisIuu pocta Ha Xpomocome 11p15 [1]. Yacrora BCTpeuaeMOCTH CHHIPO-
Ma — 1 ciyuail Ha 10—12 ThIcSAY HOBOpOXKAECHHBIX; 85% cilydaeB SIBISIOTCSA CHOPAIUYECKUMHU U
15% — nacnencrsennbiMu [2]. Pa3BuTHe 3a001eBaHus CBSI3aHO ¢ HApYLIEHHEM OajaHca SKCIPECcCUU
AMIIPUHTUPOBAHHBIX TeHOB B perrnone 11p15.5 (CDKNI1C, KCNQOTI1, H19, IGF2). Hecbamancupo-
BaHHas JKcrupeccus TeHoB B 40-50% ciydaeB oOycioBieHa IOTEpell METIJIMPOBAHHS TEHOB
KCNQI1OT1 u CDKN1C Ha marepuHckoil xpomocoMme (ieHTp umnpuntunra 2, IC2), B 20% cinydaes
MIPUYMHON sBIsETCA NMOoBbIIeHNe dkcnipeccuu IGF2, BpI3BaHHOE OTIIOBCKON OJJHOPOIUTEIBCKON JHUC-
omuel xpomocombl 11; 1o 5% ciydaeB CBSI3aHO C TMIIEPMETUIMPOBAHUEM M HENOCTATOYHOM HKC-
npeccueit reroB H19 n IGF2 (nentp nmnpunatuara 1, IC1). Cemeitnbie ciaydan 00yCIIOBICHB MyTa-
uusiMu B MatepuHckoMm ajuiene reHa CDKNIC unu cTpyKTYpHBIMU TepeCcTpORKaMU XpOMOCOM, 3a-
TparuBarmmMMu yuactok pl5.5 (<5%) [2].

K ocHOBHBIM («OOJIBIIMM») MPU3HAKAM OTHOCST MaKpOCOMHIO/overgrowth, Makporioccuio, oM-
(asonene/myno4yHy1o rpbiKy, BUCLIEPOMETAINI0, HACEUKH HA MOYKaX YUIHBIX PaKOBUH, FeMHUTHUIIEP-
123110, YMOpHOHaNbHBIE ormyxonn. Hanbonee 3HAYMMBIMH «MaJIBIMI TPU3HAKAMH SABIISIOTCS JTUTIE-
BbIe TUCMOP(HH, TNIAMEHEIOIUHI HEBYC, IMACTa3 MPSMBIX MBIIIL )KHBOTA. HeoHarampHas TUIOTIIHKE-
MU perucTpupyercs ¢ yactoroit 1o 60% ciyudaes [3].

Leap uceneroBaHus. YCTAHOBUThH IPUUUHY 3a00JIeBaHus y pPeOCHKA C KIMHUYECKUMU MIPOSIBIIE-
HUSIMU cuHIpoMa bexkButa—Buemana.

MarepuaJjbl 4 MeTOAbI. HoBOpOX/IeHHOMY peOCHKY MPOBECHBI: KIIMHUKO-JIA00PaTOpPHOE U HH-
CTpyMEHTaJbHOE 00cie0BaHNe, CHHAPOMOJIOTHYECKAsl JAUAarHOCTUKA, MEIUKO-TeHETHYEeCKOEe KOH-
CYJIETUPOBaHHE ceMbU. BrimonmHens! ananu3 kapuortuna pedenka (GTG-banding) u mMonexynspHo-
reHetnueckoe uccienopanre ceMbn (MLPAMEO30, MRC-Holland).

PesyabTarhl. Manbuuk poausics B cpoke rectanuu 39 nenenb (273 mHS) yepe3 eCTECTBEHHBIC
pPOJIOBBIE IIyTH OT BTOPOW OEpeMEHHOCTH, BTOPBIX poa0B. [10 MTaHHBIM CKPUHUHTOBBIX YJIBTPa3ByKO-
BbIX nccaenosanuii (Y3UW) y 6epemennoii B. B 19 Henens naronaoruu He BBIABICHO; B 33 Heaenu —
KPYTHBIH K CPOKY IeCTallH IUIOJ, MUEI0IKTa3Us crpaBa; B 35 HeAenb — KPYIHBIH K CPOKY recra-
nun wioa. Pebenok pomuics ¢ maccoit Tema — 5250 1, mmuHONH — 62,0 ¢cM, OKPY>KHOCTH TOJTOBBI —
37,0 cM, okpyxHOCT, Tpymu — 39,0 cm. OrmeHka aHTPOTIOMETPHYECKHUX I[TOKa3aTenei
HoBopoxaeHHoro b. o mkane BO3 «ANTRO»: ouens Bricokoe rapMoHUYHOE pa3Butue. O1eHKa 1Mo
mkaine AIITAP 8/8 6amnos. [lpu nmepBUYHOM OCMOTpe OBUIM BBISBICHBI KIMHHYECKHE CHMIITOMBI,
XapakTepHble s cuHapoma bekBura—Buaemana: makpornoccusi, HACEUKH Ha YIIHBIX PAaKOBMHAX C
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IBYX CTOPOH, TEMaHTMOMBI KOJKH JI0a U BEpXHETO Beka mpasoro masa. Ilo nanueiM Y3U BHYTpeHHHX
OpraHoOB JMAarHOCTUPOBAHO: yBEJIMYEHHE pa3MepoB IeueHu, obenx mouek. [Ipm maboparopHom uc-
CJICZIOBaHUU BBISIBJICH MOJUIUTEMUYECKUH CHHAPOM. B TeueHne HeoHaTaabHOTO Mepuoaa Hadmona-
JIOCh Pa3BUTHUE IbIXaTeIbHONH HEIOCTATOYHOCTH OOCTPYKTUBHOTO XapakTepa. PeOeHOK KOHCYIBTHPO-
BaH BPauyOM-T€HETHKOM, PEKOMECHIOBAHO KapHOTUIIMPOBAHUE JUUIsl HCKIIIOUEeHHUs nepecTpoek 11plS5.
Kapumorurmr 46, XY. Ilpu mpoBeneHHH MOJCKYISIPHO-TCHETHIECKOTO HCCICAOBaHUSA y peOeHKa
YCTaHOBJIEHO CHIKEHHE METUJIMPOBaHUsS B LleHTpe uMnpuHTuHTra [C2 MaTepunckoit xpomocomsl 11
(moxyc pl5.5). Mukpoxeneunn U MUKpoaymiukanuu odnactu 11pl5.5 He odnapyxkensl. OTCyTCTBUE
HapyLICHUH y pOIUTENEH U CECTPBl CBUICTEIBCTBYET O CIIOPAJUUECKOM IreHe3¢e SMUMYTALUH Y MPO-
Oanpa.
3akiarouenne. PeHOTUNTUYECKNE TTPU3HAKU y TPEJCTABICHHOTO pebeHKka b. cOOTBETCTBYIOT OC-
HOBHBIM TpOsIBIEHUSM cuHApoma bexButa—Bupaemana, o0yclOBIEHHOTO TMIOMETHIMPOBAHHUEM B
ueHTpe nmnpuntuara 2 (IC2) marepunckoit xpomocomsl 11 (Jiokye pl5.5). YeraHoBneHHEe KOHKPET-
HOT'O 3MUT€HETHYECKOTO Ae(eKTa M03BOJIIET BEIPAOOTaTh TAKTUKY BEICHUS IMaLlMEHTa C y4ETOM Iep-
COHU(DHUITMPOBAHHBIX PUCKOB IJIsI IOTOMCTBA U CHOCOB.
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