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AxTtyanbHocTh. boiesns Humanna—ITika — 3710 HacnencTsen-
Hoe 3a0051eBaHNe, BEI3BAHHOE HApPYILIEHUEM JIUITHIHOTO METab0n3-
Ma W HaKOIJICHUEM JIMIIMAOB, B YaCTHOCTH C(l)l/lHFOMI/IeJ'Il/IHa, B JIN-
30Cc0Max KJIETOK IIEUEHHU, CENe3EHKH, JIETKUX, KOCTHOIO MO3ra U To-
JIOBHOTO MO3ra. 3a00J1€BaHUe OTHOCUTCS K JIN30COMHBIM OONE3HAM
HAKOIUICHUS ¥ XapaKTepU3yeTCsl ayTOCOMATbHO-PELIeCCUBHBIM HacIe-
nosanueM. Yacrora Goneszrnn — okono 1 : 250 000. OtcyrcTBHe xa-
PAKTEPHBIX U SPKO BHIPAYKEHHBIX HEBPOJIOTHYECKHX CUMIITOMOB, B OT-
maue ot TinoB A u C, nenaet ero Oosee TPyIHOH Ui AMarHOCTUKH.
OTO0 NPUBOAUT K JUIUTENbHBIM AUArHOCTHYECKUM ITOUCKAM U 3aIl03-
JIaJIoi TOCTaHOBKE MPAaBUIIBHOTO Juarno3a. KimmHuueckuil ciydaii
HADIITHO AEMOHCTPHPYET 3HAYUMOCTb COBPEMEHHBIX METOJIOB /-
ArHOCTHKH U HEOOXOMMOCTh PaHHETO Hadasia JISIeH s 3a00/IeBaHMsL.

Onucanne KINHUYECKOTO ciydasi. bonbHas, 12 ner, 6onbHa
¢ poxxzenust. [Ipoxusana B oqHoM u3 rocynapers CHI. Knunnue-
ckuii 1e010T Oone3Hu B Bo3pacTe 6 jieT. OTMedanuch XapakTepHble
CHMIITOMBI: BEIPa)KEHHAsI TPOMOOIUTOIICHNUS, HAPYILICHUS alllIeTH-
Ta, YaCThIe peCIIPATOpHbIe HHAEKINHN, YBEIUUCHIE Pa3MEPOB KU~
BOTA M3-3a Tearo- 1 CIITIEHOMETAINH, B CBsI3H ¢ ueM B 2019 1. Oblia
NpoBeJicHa CIuieH KToMust. Habnronanace 3aepixka GU3n4ecKkoro
pasButus. Tonbko mocie nepeesaa B Poccuro onvcanHasi KITMHUKA
SIBIJIaCh OCHOBAaHUEM JUIS YIITyONEHHOrO 00cneoBaHusL: ObLIa Ipo-
Be/IeHa H3UMOMAarHOCTHKA, ITPU KOTOPOH BBISBIICHA HEJIOCTATOY-
HOCTB KHCJIOH CHOUHTOMHEITIHA3b], U TeHETUISCKHUI aHai3, O/I-
TBEPAMBILMI MyTaluio B rerne SMPD 1. AGCOIIOTHO MAaTOTHOMOHNY-
HBI CUMIITOM — renarociuieHoMeranust. [1o3auss iuarnocTika
U OTCYTCTBHE KBaJM(PUIIMPOBAHHON MEIUIMHCKON MOMOIIY TPH-
BenH K cruteHskromuu. C 2022 1. 601bHOM npoBoauTCes GepMeHTO-
3aMeCTHTENbHAs Tepanus npernaparom Xenpozyme. OapMmarieBTu-
YeCcKoe CPEeNCTBO COACPKUT (pepMeHT onmiTynas3a ab(a, KOTOPBIi
3aMeHsIeT €CTECTBEHHYIO KUCITYIO COUHTOMUEIIHA3Y Y TAlIUEHTOB
c e€ nepurmToM. Y GONBHOI OTMedaach IOJI0XKUTEIbHAs MHAMU-
Ka KJIMHUKO-JIa00paTOPHBIX MoKa3aTenei. OHa XOpOLIO MePEeHOCUT
IIpemnapar, 4To yKa3blBaeT Ha 3(GEeKTUBHO NOJ00paHHYIO TEpAIHUIO.

3aktoueHne. CoBpeMEHHbBIE METO/bI AUATHOCTUKY — JH3HU-
MOJIMArHOCTHKA M TEHETHUECKUI aHaJIH3, 2 TAKXKE CBOEBPEMEHHOE
JICUCHHE TTO3BOJISIIOT HA PAaHHEH JTOKITMHUYECKON CTaquu 3a00eBa-
HUS IOCTABUTH MIPABMIIBHBINA JUAarHO3 M HA3HAYUTH 3aMECTHTEIb-
HYIO T€paluro, YTO MPUBOAUT K YBCIIMYCHUIO ITPOJODKUTEIIBHO-
CTH U KaueCTBA KU3HU OOJIBHBIX. B pacCMOTPEHHOM KIIMHHYECKOM
cllyyae OTMeYaiach MO3JHsA AuarHoctrka 6one3snn Humana—I1u-
Ka Tumna A/B, 4TO IPUBENO K MPOBEACHHIO CIUIEHIKTOMUU U CHU-
JKCHHUIO KavyecTBa Xu3HHU O0onbHON. HasHauenue dpepmentozame-
CTUTENBHOH Tepanuy CONPOBOXKIACTCS MOJTOKUTETBHON TUHAMU-
Koil. IIporuo3 ass xu3HU G0JIBHOM OIaronpUsATHBIN.
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