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3ABOJIEBAHUA

MauwkyHosa O.B.

ykononucaxapuaos [ tuna (cunapom I'yprepa) — 60-
M JIe3HB HAKOIUICHHUS; TIPEJICTABIIAET IIPOTPECCHpYIOIIee

MYJIBTUOPTaHHOE, MYJIBTUCUCTEMHOE, X-CLEMIEHHOE
3a00JIeBaHKe, OMIOCPETOBAHHOE MyTaIHeil B CTPyKTYPHOM T'eHE
J30coMHOro (epmenta anbda-L-unyponnnassl. I'en anbda-L-
nypornias3sl — IDUA- pacnonoxeH Ha KOPOTKOM IIIEYe XPOMO-
coMmbl 4 B mokyce 4p16.3. Tun HacnenoBanus — X-CLEIUIEHHBIH
perecCuBHBIN. o-L-MaypoHnIas3a, y9acTByeT B KaTaOOIH3Me
nByx A" — nepmarancynbdara 1 renapatcynbgara, H03TOMY
nMeHHO 5TH ['Al” 1 HaKaIIMBaOTCA B IH30COMax. TUIMYHBIMEI
spisirorest nopaxxenue [{THC, cepnna, oprana 3penus, oprana
ciyxa, mouek, JKKT, omopHo-BUraTensHoro amnmapara.

Heas nccaenoBanus. Onucats peBMaTOJIOTHUYECKHE
IIPOSIBIICHUS TTOPaYKEHUSI OMOPHO-ABUTATEIBHOTO almapara,
BCTpevarommuecs npu Mykononucaxapunose I tuna (MIIC I)
(curmpome ['yprepa) Ha mpuMepe KIMHAYECKOTO CITydast.

MATEPHUAJI U METO/bI

OnucaH KIMHUYECKUH Citydaii marueHTku 21 rojia, Haxo/s-
mieticst Ha iedyennn B HUMKuBB M3 PK, ¢ BepudunmpoBaHHbIM
quarHozoM (MIIC I) (cungpoma I'ypriepa), BHICTABICHHBIM B
JIETCKOM BO3PACTe, HA OCHOBAHHMH CTaHAAPTHBIX METOIOB JIHAarHO-
CTHKH, COIVIACHO MEXIYHAPOIHOMY KIMHUYECKOMY IIPOTOKOIY,
OIIPE/ICIIEHUH YPOBHS 3KCKpeIuH Iuko3amMuHorkanos (IAI)
MOUM U UX GpaKLuid, U3MEpEeHHUs: aKTUBHOCTH (epPMEHTA JIN30-
COMHOM 0-L-1TypOHHU 1a3b1 B JICHKOIUTAX MTEpU(EPUICCKOM Kpo-
BU WJIH KYJIBType KOXKHBIX puopodnacto u JTHK-nuarnoctuxu
MIIC I tumna (ompesiesieHre reHoTHIIa podaHIa).

PE3VJIBTATBI U OBCYKJIEHUE

JleOroT 3a00s1eBanus ¢ 3 JIeT, KOIjia MaTh Havasa 3aMe4arh OT-
cTaBaHUe peOCHKa B (PH3MYECKOM PA3BUTHH, YBEIIITIECHUE TOJIOBEI,
KOHCTHTYLIMOHAJIBHYFO AMCIPOINIOPIHIO. J[farHo3 BepruIrpoBaH
B 1998 romy mytem rerernaeckoit JJHK-mmaraoctiku. C 2013 roma
noJty4aer ()epMEHTO3aMECTUTEIIBHYIO TEPATHIO aJTb/IyPa3HMOM -
5,5mi 1 pa3 B Hezemo. V13 aHamMHe3a )KH3HU: peOSHOK OT POZICTBEH-
Horo Opaka, oT 2 6epeMeHHOCTH. HacnencTBEHHOCTh OTATOIIEHA:
Opar-cuOc OOJICH ¢ aHAJIOTHYHBIMHE Kat00aMH, ObLT 00CIIC/I0BaH
BT. TamikeHT, BbICTaBIeH AuarHo3 « Myxkomnonucaxapuaos 1 tunay.
Memnapxe ¢ 19 ner (Ha pone (PepMEHTO3aMeCTUTEIILHOM Teparny),
HeperyisipHble (1 pa3 B 2 Mecsiia), CKyHble, Oone3HenHsble. [Ipu
0CMOTpE: KOHCTHTYLHOHAIIbHAST HU3KOPOCIOCTh (pocT 117 cMm,
Bec 27 Kr), TpyOble 4epThl JuIa, Makpouedamys, rapromism,
MaKpOIJIOCCHSI, IOMyTHEHHE POTrOBHUIIBL. Ha HYDKHIX KOHETHOCTSIX
MEJIKOTOYEYHAs! Chlllb, 0e3 3yna. ['uroriasus TyJI0BUIIA, BbIpa-
JKEHHas1 e(opMaryisi TPYIHON KIETKH, KH(POCKOIHO3, «BECIO0-
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OpazHbIe» pedpa, crudarebHas KOHTPAKTypa JIOKTEBBIX CYCTaBOB,
pazrubarenbHas KoHTpakTypa [V nucTanbHbIX Mex(anaHroBbIX
CyCTaBOB KHCTEH PyK, Je(hopMaIyst MEIIKUX CyCTaBOB KHCTEH IO
THITY «ITHUYbEH JIambD», TyTONOABIKHOCTD MEJIKUX M KPYITHBIX
CyCTaBOB. DKCCYaTHBHBIX SIBICHHH B cycTaBax HeT. B OAK —6e3
n3meHeHnit, COD — 7 MM/4, MapKepbl OCTPOit (ha3bl BOCTIATICHHS
HE YBEJIYCHBI, MMMYHOJIOTHYECKUH IPO(UIb ayTOAHTUTE OT-
pULATENbHBIN.

BbIBO/JbI/3AKJIFOUEHUE

OIHUMU U3 KITMHAYECKH 3HAYUMBIX MPOSIBJICHUH MYKOIO-
JICAXapHU/I030B SBIIIIOTCS TIOPAKEHHUS OTIOPHO-/IBUT'ATEIIBHOTO
armapara B BHJIe CTHOATeNIbHBIX KOHTPAKTYP, TYTOIOIBIKHOCTH,
BTOPUYHBIX JCTCHEPATHBHBIX H3MCHEHHUI 0€3 IKCCYAaTHBHBIX
MIPOSIBIICHHH, KOTOPBIE CHI)KAIOT Ka4eCTBO )KU3HH MAUECHTOB,
TpeOyIoT peadunuTaiuu, HaOIFoIeHHs peBMaToJIora, peaduiu-
Tosiora. Kpome 9Toro, mopaxxeHus1 KJIaaHHOTO arrapara cepa
TpeOyIOT HACTOPOKCHHOCTH B IIAHE BTOPHYHBIX HH(ECKIIHOH-
HBIX OCNOXKHEeHUH. Takum 00pa3zoMm, HapsITy ¢ HOKHU3HEHHOM
(bepMeHTO3aMECTHTEIBHOI Tepamnyeil MaieHThl ¢ MyKOIIOJH-
caxapu03aMH TPeOyIOT MYJIBTHIUCIUILTHHAPHOTO TTOIX0/1a H
HPEXk/IC BCEr0 MOHUTOPHHIA CO CTOPOHBI PEBMATOIOTOB.
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