CUHAPOM ITPAJEPA-BUWIJIN/AHT'EJIBMAHA (MIM: # 176270; MIM: # 105830)

HNudpopmanus 00 uccjie10BAaHUN

HaubGonee wyactoii mnpuynHONW BO3HMKHOBeHHS cuHiapoMa llpanepa-Bumnmu u cunmpoma
AHrenpMaHa SIBJISIETCSl TIPOTSDKEHHAs JAelienuss KpuTudeckoro paiona 15(qll-ql3), xotopyto
HaxoaaT y 70-75 % O0nbHBIX ¢ 3TUMU cuHApoMamMu. Jlenernuio npu cuaapome Ipanepa—Buimm
OoOHaApyKHUBAIOT HA OTIIOBCKOM Xpomocome 15, a mpu cuHIpoMe AHTellbMaHa JeNelus TON ke
o0jacTi — Ha MAaTepUHCKON xpomMocoMme. BTopoll mNpuyYMHONW BO3HMKHOBEHHS CHHIpOMA
[Ipanepa-Bwimn u cuHapoma AHrelnbMaHa SIBISIETCS OJHOPOJUTENbCKAs JUCOMHUS, T.€.
HacJieI0BaHHE 00OMX TOMOJIOTOB XpPOMOCOMBI 15 OT ostHOTO M3 poauTeneil. Pernon XxpoMocombl
15(q11-ql3) npu cunapome [Ipanepa-Bunnu akTuBeH Ha OTLHOBCKON XpoMocoMe (TIpU HAIMYUU
JeNelMM  Ha OTLOBCKOM XpOMOCOME WM MAaTEPUHCKOW OJHOPOAMTENIBCKOM JIHCOMUHU
OTCYTCTBYIOT ~OTLIOBCKHE T€Hbl) M HE aKTHMBEH Ha MaTepUHCKOW. MarepuHckas
OJTHOPOJUTENNbCKAsT qucomusi Habmomaercs B 25 % cmydaeB cuHapoma [lpamepa-Bwmmm, a
OTLIOBCKAasi OJHOPOJUTENbCKAss AUCOMMS CTAHOBUTCS NPUYMHONW BO3HHUKHOBEHHUS CHHApPOMA
Amnrenbmana B 3-5 % city4daes.

Jlpyroii He MaJIOBaKHOM NPUYMHOW Pa3BUTHUSA ITUX CUHAPOMOB y MALMEHTOB, Y KOTOPBIX HE
ObUI0O HAWJIEHO HH TUNUYHBIX JEJeNUd, HH OJHOPOJUTEIHCKOM JTMCOMHUH, SIBIISIOTCS
cnenu(uUeckue W3MEHEHUs B HUMIIPUHTUPOBAHHBIX TeHax. B Xxome wuccienoBaHus B
MPOKCUMAJIbHOM  y4YacTKe XpPOMOCOMBI 15  ObuiM  OOHapy»KeHbl  MPOTHBOIIOIONKHO
MMIPUHTHPOBAHHBIE T€Hbl — KaHuAaThl cunapoma llpanepa-Bumm u cunapoma AHrenbMasa,
cootBeTcTBeHHO SNRPN u UBE3A, B xoTopbix BbIssBWIM MyTauuu. ['en SNRPN xonupyer
nonunentua N Majoro sSAepHOro pHOOHYKICONPOTEHHA, AaKTHUBHO JKCIpPEecCUpyeTcs
HCKIIFOUHUTENIbHO Ha OTLOBCKOW XpoMocome 15 u pempeccupoBaH Ha MAaT€pUHCKOM TOMOJIOTE,
T.e. MyTallUd B 3TOM I'€HE BOBJECYEHBI B maroreHe3 cuuapoma lIpanepa-Buimu. Kpurnueckuit
pEeruoH JUisi cUHApoMa AHreibMaHa paclojOXEeH IUCTAJIbHEE U 3KCIPECCUPYETCS TOJIBKO B
MaTEpPUHCKHX XpOMOCOMax. JTa 00JacTb XpPOMOCOMBI 15 upe3BbIUAHO CyIIECTBEHHA MJis
HOPMAJIbHOW  TIE€PEYyCTAaHOBKM TIE€HOMHOrO HMHOpUHTHHra. (OHa Ha3bpIBaeTCs  ILEHTPOM
UMIPUHTHHTA. MyTalnuu B JaHHOW 00JIaCTH MPHUBOJAT K OMIMOKaM MMIPUHTHHTA, T.€. TEPIETCS
CIIOCOOHOCTh CTHUPATh OTIEYATOK MPEANIECTBYIOMIETO OKOJIECHU. Tak, eciii B CliepMaToreHe3e
OTLIa HE MPOUCXOJUT 3aMEHbl <OKEHCKOTO» UMIPUHTA Ha «MYXCKOW» Ha €ro MaTepUHCKOH
XpOMOCOME, TO B CJIEIYIOLIEM ITOKOJIEHUH BO3HUKHET COCTOSHUE, aHAJIOTMYHOE MAaTE€pPUHCKOU
OJTHOPOJIUTENBCKOM JMCOMUHM, KOTOpOE€ OYIEeT CONpOBOXAATbCS (EHOTUIIOM CHHApOMA
[Ipanepa-Buum. HapylieHne yCTaHOBIEHHS <«GKEHCKOIO» JIHUINCHOTHNA Ha OTIOBCKUX

XPOMOCOMAX B OBOI'CHE3C MATCPU IIPUBCACT K PAa3BUTHUIO CHHAPOMA AHrenrMaHa Yy IIOTOMCTBA.



[Tockonbky HenocpeACTBEHHON puunHOi cunapoma Ilpanepa-Bumiu u cunagpoma AHrenbMaHa
CTAaHOBUTCS TOTeps] (PYHKIMM TE€HOB KPUTHUYECKOro paiioHa xpomocomsl 15(qll—ql3) nHa
OTLOBCKOM M MAaTEepHHCKOH XpOMOCOMax COOTBETCTBEHHO, a OSKCIIpeccUs TI'€HOB B 3TOU
XPOMOCOMHOH  00JIaCTM  CTPOr0  COOTHOCHTCS C  Xapakrepom Mmetuiuposanus JIHK,
MOJIEKYJISIPHO-IMarHOCTUYECKUM TecT A cunapoma [panepa-Bunnu u cunapoma AHrenbMaHa
OCHOBaH Ha TOM, YTO METUJIMPOBAHHE HEKOTOPBIX JIOKYCOB KPUTUYECKOTO palioHa CYIIECTBEHHO
pasyinyaercs Ha OTLOBCKOW M MaTEpPUHCKOM XpoMOcOoMaXx.

AHanu3 auIedbHOTO METUJIMPOBAHUS JHOOOT0O M3 OITHX JIOKYCOB JIEKUT B OCHOBE
JMarHOCTUYECKOTro Tecta uid cunapoma [Ipanepa-Busim u cuipoma AHrenbMaHa.
CoTpyIHHKaMH T€HETHYECKOH J1abopaTopuu OTpaObOTaH M BHEAPEH B MPAKTUKY METOIUYECKUN
noaxoa k ananuzy MerwnupoBaHus JHK npu cungpome Ilpanepa-Bwiaum u cunzapome
AHrenpMaHa.

Meton wuccnepoBanusa: OucynbputHas wmoaudukaums JHK u  aHanu3  ansienbHOro

METHIIMPOBAHUS POMOTOPHOH obsactu rena SNRPN meronom metmicnenuduyueckoi TTLP.



