





PE3YJIBTATHI 1 OBCYXXJAEHHME. O6¢cneaosano 14 4IeHOB POAOCIOBHOH CEMbH
I1. (puc.1), cpeau koroperx Owino uerBepo Gombueix (IV-5, IV-7, 1V-8, IV-13) u oaun
mpeanonaraeMsli rereposurorHeiii Hocurens (I11-6).
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Pucynok 1.
Ponocnosnas cembu IT.

Y Beex 4-x OGonbHbIX OpaTheB OTMeuanHCh XapaktepHbie Ans Gonesnn Pabpu
KIMHAYecKkue cumnrTomsl. [lepBrie mpusHaku 3aboneBanus Havanu mpossasTecs ¢ 8-10 ner,
KOrJa TOSBHJINCH CHIbHBIC OO/TH, YYBCTBO %OKCHHS H aKPONMapECTE3WH B KOHEYHOCTAX, MO3KE
TIOBBIICHHAS YTOMISAEMOCTb, HapyLIeHHe noTooTAeneHus. [Ipu ocMoTpe y Bcex GONBHBIX B TOMH
HIIH MHOM cTereHH Oblny BbISABICHBI XapakTepHbIC BHICHIMAHHA Ha koxke Tena (audpdysHas
anrdokeparoma). Hapsaay ¢ tunuunbiMu ans Gonesun ®abpu npusnakamu y 6onssoro IV-7
HaOMIOAQJINCh MHOXKECTBEHHBIC MPOABJICHHS AHCOMOpPHOreHe3a M HapyLICHHsl NICHXHKH THNA
wu3odppennn, y Gomsuoro IV-8 - npossnenns cunapoma Peitno, y Gonsuoro IV-13 -
OTCTaBaHHE B MICHXO-MOTOPHOM M I10JIOBOM Da3BHTHH, MHOXECTBO MAJbIX AHOMAJIHH.

Kak BuaHo wu3 Tabn.l, y oOcnenoBanubix GonbHbix OpaTheB Habmoaano0Ch
3HAYMTENbHOC CHHXKCHHE AKTHBHOCTH O-TalakTO3WJasbl B JICHKOLUMTaX M IUIa3ME KpPOBH.
AKTHBHOCTB 3TOr0 (pepmeHTa B KOKHBIX Prbpodnacrax, noay4eHHBIX OT OAHOrO U3 GOMBHBIX,
Obina TaKKe 3HAYHTENBHO HHXKE HOPMBI. AKTHBHOCTb O-TANaKTO3HAA3bl B JCHKOUMTAX H
nazme matepH (I11-6) GonbHBIX, HMEIOLIEH OUYEBHAHBIC MOPAXEHHS KOXH, COCTABAIA OKOJO
50% ot HOpMBI.

OTH AaHHBIE TMO3BOMSIOT OHOXMMHYECKH MOATBEPAHTH AHarHo3 Gonesnn Pabpu y 4-x
npoOaHZOB M TEeTEpPO3UrOTHBIM cTatyc ux Marepu. Kak u3BECTHO, BENMMYMHA OTHOLICHMS
aKTHBHOCTEH O-ranakTo3ujassl M B-ranakro3nzassl (o/f) seasercs Haubonee HaACKHBIM
NOKA3aTeNeM TETEPO3UrOTHOrO HOCHTENBCTBA, YEM BEIMYMHA TONBKO O-rajlaKTO3HAA3HON
akrusHoctH [15]. Cyms mno wHopmansHeiM mnokasatensm of/f (tabn.l) Hu ogHa w3
obenenosannbix cecrep (IV-10 u IV-12) He aBns1aCh reTepO3MroTHHIM HOCHTENEM AE(HEKTHOrO
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PucyHox 3.
H3oanekrprucckoe (hoxycupoBaHHe o-rajnakro3naassl (a-Gal) neiikouuros 60bHOro H. u KOHTpOIA.

Taxum 06pa3om, NpHBEACHHBIE HAMH JaHHbBIE KIHHHKO-OHOXMMHYECKHX HCCIICAOBAHMH
CBHICTEILCTBYIOT O HAIMYMHM DPa3nuUYHBIX BapHaHTOB Oonezuu @Pabpu y obcreaoBaHHBIX
Goneubix. Tak, y Tpex Gonpbix u3 cembu I1. Hapsay ¢ tunuunbiMu s Gonesnn ®abpu
CHMNTOMAMH MpOSBNSAMCE JPYrHE€ TMATOJOTMH, SB/SIIOLIMECS, IO-BHAHMOMY, CKOpee
COMYTCTBYIOIIHMH, & HE aCCOLMHPOBaHHbIMHU ¢ Oonesusio ®abpu. Y Gonbroro H. ormeuwanocs
O4YeHb CHIbHOE mposBicHHe audQy3HOIT aHrHokepaToMbl Ha (POHE BBICOKOH OCTATOYHOM
AKTHMBHOCTH OL-FaNlakTO3MAa3bl H HEOOBIMHOTO COCTAaBA MHOXECTBEHHBIX (HOpM ITOTrO hepmenTa.
HssectHo, wuro Oone3ane @Pabpu XapakTepU3yeTCss MONEKYASPHOH  IETEPOreHHOCTBIO,
00yCNOBNCHHON Pa3NHYHBIMH MYTaUMsIMH IeHa o-rajakrosugassi. [lostomy npeacraBnsercs
HHTEPECHBIM H3YYEHHE MYyTaUMi, NPUBOAAIGMX K Pa3BHTHIO OONE3HH B MCCICAOBAHHBIX HAMH
CyyasX, U HX CPABHCHHE C YK€ M3BECTHBIMH M OMHCAHHBIMH FCHCTHYCCKHMH Aedexramu -
npuunHamMu  Gonesnun ®abpu cpeau Hacenenuss  BenukoOpwranum, Hawnuu, Tommawauw,
SAnonuu, AMepuku 1 Apyrux ctpad. B Hacrosimee Bpemst npoBogutes ananu3 npenaparos JIHK
obcneoBaHHbIX GOMBHBIX.
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