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B 1952 r. J. Crigler u V. Najjar onucanu 7 MIaJeHIIEB U3 TPEX ceMel, y KOTOPBHIX pa3BUIACh
HEeu3JieunMas HereMOJIUTHYECKas JKeJTyXa B TeUeHHe EPBON HEIEH KU3HH; 6 yMepiiu oT OuInpy-
OuHOBOM SHITeaionaTiu B Bozpacte 15 mecsies. Cunapom Kpurnepa-Haiisipa npencrasisier coooi
TeHETUYECKYIO 3JI0KAYECTBEHHYIO HEKOHBIOTHPOBAHHYIO THIIEPOMIINPYOMHEMUIO, KOTOPAast HACJIeTy-
eTcs 110 AyTOCOMHO-PEIIECCUBHOMY THITY. DTO peaKoe 3a00eBaHKe IEYSHHU, BBI3BAHHOE 1e(pUnTOM
dbepmenTa ypuaun-5'-mudocdarrimokyponuntpancdepasbl (UGT1Al), sBisronierocs KaTaam3arTo-
POM KOHBIOTAIIMH OMIIMPYOHHA, UTO JIeJacT OMIMPYyOrH pacTBOPUMBIM B BOjie. Pa3HbIe H3MCHEHHUS B
T€HE BBI3BIBAIOT MOJHYIO (TUM 1) ¥ yacTHUHYIO (TUI 2) HHAKTUBAIUIO (hepMeHTa. X0Ta 60JIe3Hb MO-
’KET BO3HUKHYTh Y BCEX pac U HAIIMOHAJILHOCTEH, Yalle BCEro OHa MPOSBISIETCA Y JTIOICH, JKUBYIITHX
B PETMOHAX C BBICOKOM YPOBHEM POJCTBEHHBIX OpPaKoB.

Y nmarueHToB ¢ MepBbIM TUIIOM ayTOCOMHO-PEIIECCUBHOTO 3a00JICBaHHS BBISIBIISICTCS TSDKEIIAs
HEKOHBIOTMPOBaHHAs TUIEPOMIUPYOUHEMUS], MPOSIBIISIONIAACS OOBIYHO BCKOpPE MOCIE POXKICHHS.
Knmanueckast CHMITOMATHKA XapaKTEPU3yeTCsl KENTYITHOCTHIO CKIIEp M KOXKHOTO MOKpPOBa, CyZIO0-
poramu, OMMCTOTOHYCOM, HUCTarMOM, 3aMEJIJICHUEM YMCTBEHHOTO Pa3BUTHUS (OMIMPYOHMHOBAS DHIIE-
danonatusi). CMepTh HACTYIAET OT SICPHOM KENTYXH B Bo3pacTe | roja, HO UMEIOTCSI CBEJICHUS O
HEKOTOPBIX MAIMEHTaX, KTO JOXKHI 10 3pesoro Bo3pacra. IlaleHTsl co BTOPHIM THUIIOM AAHHOTO
3a00JIeBaHUsI UMEIOT MEHEE BEIPAKEHHYIO HEKOHBIOTUPOBAHHYIO TUTIEPOUIHPYOUHEMUIO, MEHEE TSI-
JKellble KIMHUYECKHUE MPOSBICHUS U MOTYT JI0XKHTh /10 3pEJIOCTH 0€3 MPOSBICHUI KEATYXH U HApy-
IEHU HEBPOJIOTUYECKOTO XapakTepa.

OTHOTPOMHOIO JICYSHHS CHHPOMA Ha TaHHBII MOMEHT He cymiecTByeT. Haznavarommuecs Te-
parneBTHYCCKHE MEPOTIPUATHS HEOOXOAMMBI JIUIII JIJIsl YCKOPEHUS pacraga OmIMpyOrHa, BIBSICHUS
u3 opranu3ma u 3anuThl [[HC. KoHkpeTHBIX OTiHMuuil B Tepamnuu pa3HBIX TUIOB CHHApPOMA HET
(KpoMe aKTHBH3AIH MUKPOCOMAITLHOTO OKUCIICHUS 0apOuTypaTamMu, KOTOpast HE IIPOU3BOAUTCS IIPU
MepBOM THIIe), HO Tipu cuHapome Kpurnepa-Haiisipa 1 Tuna Tepamnus auiib OTTSITUBAaeT cMepTh. Pa-
JTUKaTBHBIM METOJIOM JICUCHUS TAHHOTO CHHJIPOMA SIBIIICTCS aJUTOTPAHCIUIAHTAITUS TTCYCHH OT OJIH-
JKalIero poJCTBEHHUKA WM TeHeTHYecKu cxoHoro goHopa. Cunapom Kpurnepa-Haiispa 2 tuma
JeyaT yMEPEHHBIMH J103aMU 0apOUTypaTOB, KOTOpPbIe HEOOXOAMMBI JJII aKTUBAIIUU OKHCIICHUS OU-
TupyOUHA U TOBBIIIEHUN 00pa30BaHUs HY>KHOTO (epMeHTa. Takke XOpOIIHil pe3yibTar y marueH-
ToB ¢ cuHjpoMoM Kpurnepa-Haiispa naer ¢pororepanus. [lpu o6nydeHnn KOXKHBIX TOKPOBOB IPO-
UCXOJUT YaCTUYHOE pa3pylleHue OUIMpyOuHa, YTO OCBOOOXKIAET PEelenTOpbl TKaHEW NIl HOBBIN
MOPIIUH TOKCHHA, TEM CaAMBIM CHIDKAETCS €r0 KOHIICHTPAIHS B KPOBH.

TakxuMm 06pazom, uepe3 71 roj mocie cBoero oTKpuITHs cuHApoM Kpurnepa-Haiisipa mo-npex-
HEMY OCTaeTCs JI0 KOHIIA He U3YUYEHHBIM, PEIKUM U TIOTCHIIMAIEHO CMEPTEIBHBIM 3a00JICBAaHUEM.
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