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Cunapom  Jlabuna-J/[bDkoHCOHA — 3TO  peaKoe  HacleACTBEHHOe  3aboseBaHue,
XapaKkTepu3yrolieecs HATMYUEM TeHETHYECKOTO NMe(deKTa, MPUBOISIIIETO K HApyIICHUI0 (QYHKIIUU
[IeYeHU 5 00pazoBaHMIO MUTMEHTALUA B renaToruTax. ITaTorenernueckue

0COOEHHOCTHPA3BUTHUSAAAHHOTO CHHIpOMa Oy IyT pPaCCMOTpPEHBI Jajee.

Hapymenune merabonusma ounupyouna: cuaapom [labuna-/[>xoHcoHa cBs3aH ¢ 1eeKkTom B
HKCHOPTE KOHBIOTHPOBAHHOTO OMIMPYOMHA U3 TENATOLUTOB B JKEIYHBIE TPOTOKU. DTO MPUBOJIUT K
HapyIleHHIo Mpolecca MeTadoau3Ma OMIUpyOrHa U €ro HAKOIIJIEHUIO B IICUCHH U TKaHSIX.

3abosieBanue oOycioBiieHO HamuuueM MmyTtanuidi B reHe ABCC2 (Takke H3BECTHOM Kak
MRP2), kogupyroiem OelloK, KOTOPBIH UIpaeT KIYEBYIO poJib B TPaHCHOPTE OuaMpyOuHa yepes
KEITYHbIC POTOKK. MyTaIli B 3TOM T€HE MPHUBOJAT K Ae()EKTy WIH OTCYTCTBHIO (DYHKIMH OeKa
MRP2, 4to 3aTpyIHAET SKCIOPT KOHBIOITMPOBAHHOI'O OUIMPYOMHA U3 NIEUYEHHU.

W3-3a HapymieHus dKcnopra OunupyOuHa B )KETYHBIE IPOTOKU Y MAIMEHTOB C CHHAPOMOM
JlabuHa-J[>KOHCOHa BO3HUKAIOT MPOOJEMBI C JKETYHBIM OTTOKOM. OTO MOXKET IPHUBECTH K
HapYLIEHMIO JKETYHOTO IY3bIPs U KEIYHBIX MyTEH, a TAKXKe K X0JecTasy (3aCTOM KelYH B IEUYEHH).

HaxomnneHue KOHBIOTMPOBAHHOTO OWJIMpYyOHMHA B TIenaToOLUTaX MOXET NPUBOIUTH K
00pa30BaHUIO MUTMEHTAIIMN B MIEUYEHH, YTO XapakTepHO s cuHapoma [labuna-J[oHcoHa. DTOT
IIUTMEHT UMEEeT XapaKTEePHbII 3€JIeHOBATO-YEPHBIH OTTEHOK M MOXKET ObITh BHJIEH IPU BU3yaJbHOM
OCMOTpE Oprasa.

[Taumuentsl ¢ cunapomoMm JlaOuHa-/[)KOHCOHa YacTO MMEIOT IOBBIIIEHHBI YPOBEHb
KOHBIOTHPOBAHHOTO OMIIMPYOHHA B KPOBH, a TAKKE HAOIIOIAIOTCS X0JIECTa3 U MATMEHTAIHS TICYCHH.
OnHako y OOJNBIIMHCTBA MALMEHTOB (YHKLHUS TMEYEHH COXPAHSAETCS W CHMIITOMBI OOBIYHO
HE3HAYUTENbHBI.

B nenom, cunapom Jlabuna-/[>koHcOHa mpeacTaBisieT co0oi reHeTHuecKoe 3a0ojeBaHue,
BbI3BaHHOE J1e()eKTOM B TpaHCHIOpTe OmiIMpyOuMHA uyepe3 KeMYHble MPOTOKH. DTO MPHUBOIUT K
XoJiecTa3y U 00pa30BaHMIO MUTMEHTAIMY B IEYEHU, HO OOBIYHO COXpaHsIeTCs] HOpMalbHas QyHKIUS
oprasa.
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