HammeHoBaHue
YCAyru

CuHapom Bonbda-XupLixopHa. Monuck mmkpoaeneuuii nokyca (4p16) metogom FISH

Kopa ycnyru

A 27.30.222

KpaTtkas
nHbopmauma o
3aboneBaHun

CuHapom Bonbda-XupLuxopHa xapakTepusyeTca 3a4ep Ko GpM3M0oN0rM4eckoro,
YMCTBEHHOIO U MCUXOMOTOPHOTO Pa3BUTUA. TaKKe MOTyT NPOABAATLCA B HONbLUMHCTBE
CNyYaeB TAXKesielllMe NOPOKKU cepaLa, noyek. Y HOBOPOXKAEHHbIX HeGObLIOM BeC Npu
HOPMa/IbHOW NPOLOIKUTENBHOCTU BepeMeHHOCTH (80 2 Kr). Cpean BHELWHUX NPU3HAKOB
MOTYT OTMEYaTbCA: YMEPEHHO BblpParKeEHHasA MUKpoLedannsa, rmnepTenopusm,
KNOBOBUAHbIN HOC, BbICTYMAKOLLEE HAAMNEPEHOCbE, aHOMAJIbHON GOPMbI YLLHbIE
PaKOBUHbI, HEPEAKO C NPeaypUKyNAPHLIMU CKAALKAMM, TMNOCNaauaA, TMNOTOHUA MblLUL,
3HAUUTE/IbHOE CHUXKEHME PEAKLIMUN HA BHELUHEee pasaparkeHne, snnaencusa BCTpevaeTca y
90% naumeHTOoB. YacTbl pacleinHbl BepxHen rybbl n HEGa, aedopmaumnm cTon 1 KUCTEN,
aHOManNUK rnasHbix A60K, INUKAHT U MANIEHbKMIA POT C ONYLLEHHBIMW YrAaMK. 3aeprKKa
pa3BUTUA M YMCTBEHHAA OTCTA/I0CTb PA3/IMYHONM CTENEHM NPUCYTCTBYET y BCeX. CMHAPOM
accouMnpoBaH c geneumen B Kputnyeckom 165 kb pervone 4p16.3 FISH-aHanus ¢
ncnonbzosaHnem WHSC1-cneumduueckoro 3oHaa Ana nokyca 4pl6.3 no3BosAeT BbIABUTb
6onee 95% aeneumin BCTpeUaoLWMXca Npu 3TOM cMHapome. YactoTa cuHapoma Bonbda-
XupwxopHa - 1 : 20000-50000 pokaeHuir.

OMIM

#194190. WOLF-HIRSCHHORN SYNDROME; WHS

MNepeyeHb
nccneagyembix reHos,
MyTaumi

BbifsBNeHME geneunn B KpUTUYECKOM Ans cuHapoma permoHe WHSC1 (4p16).

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

30HA, ONTMMM3NPOBAH AN1A ONpeseeHNA KOIMYECTBa KOMUIA KpUTUYECKOM 0b1acTu
Bonbda-XupixopHa B pervoHe 4pl6. 3oHa SE 4 BkAtoYeH ans obnerdyeHus
NMAEHTUDMKALMM XPOMOCOM.

MNepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLINTOB
nepudepunyecKoit Kposu.

CpOK BbIMO/IHEHUA

10 pabouunx gHeit



http://omim.org/entry/194190?search=wolf-hirschhorn%20syndrome&highlight=%22wolfhirschhorn%20syndrome%22%20syndrome%20wolfhirschhorn%20syndromic%20%22wolf%20hirschhorn%20syndromic%22%20wolf%20%22wolf%20hirschhorn%20syndrome%22%20%22wolfhirschhorn%20syndromic%22%20hirschhorn

