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Ezxerojino nosiByisiioTcst COOOIIEHNST O MIJIMOHAX HOBBIX CJIyYaeB HAC/IEICTBEHHBIX HEpOIe-
regepaTuBHbIX 3aboseBannii. Bosesus Humanna-I1luka - majionsyuennas rereporentas rpyia
[IPOTPECCUPYIONINX HEHPOBUCIIEPATBHBIX JTU30COMHBIX JIITHTHBIX 00/Ie3HE HAKOILJICHUST, XapaK-
TEPUBYIOIIAsICSA OTJIOKeHneM CHUHTOMUETNHA U JIPYTUX JUIUIOB IPENMYIIIECTBEHHO B PETUKY-
JIO9HIOTEJINAIBHON 1 HepBHOiT TKaun. Bosesns Humanna-ITuka, Tun C (BHII-C) nacieayercs
[0 ayTOCOMHO- PelecCUBHOMY THUIly U BcTpedaercd ¢ dacroroit 1:120 000 ciayuaen. Cpasuu-
TeJIbHO HU3Kas YacTOTa BCTPEYAEMOCTH TATOJOTUU, & TaK YK€ OTCYTCTBUE XapPaKTEPHDLIX WC-
KJIIOUUTE/IHHO JIJIsl JIAHHOTO 3a00J/IeBaHUsT KJIMHIIECKUX ITPU3HAKOB IIPUBOIUT K BOSHUKHOBEHUIO
3HAYUTEILHOI 0Tcpoukn (10 5-6 jer) B guarnocruke BHII-C. Bosbimas gacts pekomenoBan-
HBIX OOIIEKJIMHIYECKNX WCCIeOBAHNN He MPEeIOCTaBISIOT JOCTOBEPHBIX JIAHHBIX, CBUJIETEb-
CTBYIOIINX B TOJIb3Y JIMArHO3a M He TO3BOJIAIOT CY/IUTh O KJANHUYecKOM Ture. MoJsekyssipHo-
reHeTUIECKIl aHaIn3, TAKUM 00Pa30M, sBJIgeTcs HanboJsiee yI00HbIM U ITOKA3aTeJIbHBIM METO-
JioM BepudUKaIUu JUATHO3a, TO3BOJIAIONINM BBISIBUTH HEIIOCPE/ICTBCHHYIO NMPUYUHY OOJIC3HU
JIAHHOTO TTAIUeHTa, TOJIYINTh HeOOXOMMY0 HH(MOPMAIUIIO O TUIIE, TTPOTHO3E U BO3MOXKHOCTSIX
TepaneBTHIeCKO KOPPEKINH TTPOSBIEHUN 3a00eBaHNs C IeJbI0 MaKCHUMAJIbHO BO3MOXKHOTO
YIIYUIIeHNsT Ka4eCTBa U MPOJIOIKUTETHHOCTU YKU3HU MTAIMEeHTOB.

Hesbio paboTsl gpisiack pazpadorka JJHK-munarnoctukn myrarnuit 8 rene NPC1 meTomom nipsi-
MOT'O CEKBEHUPOBAHMUSI.

Uccrenosan 1 obpazer; JTHK narmmentku (C., xeHnuna, 27 JeT, CIaBsHCKas STHHYECKAast TPYTI-
1a), IPEeJoI0KUTETHHO, TI0 JIAHHBIM KJINHUYIeCKUX HAOIOMEHUl U 110 pe3ysbTaTaM MoJICueTa
6astos 1o unjekcy BepositHocTr BHII-C (216 6asuioB, BBICOKMI PHCK), CTpajaoriei 60Jies-
ubio Humanna-Iluka, tun C. [ljisg moaTBep:k/ieHns HACJIEICTBEHHOIO XapakTepa 3abo/eBanus
oot nposegien ananu3 JJHK marepu. Ilponece uccnenosanus skioydan JJHK-skerpakiuio u3
obpa3ziioB KpoBu, HapaboTky ydactkoB JITHK, BK/foUaronmux nHTEpeCyoIyo 00/1acTh 9K30Ha, C
npusteKarieit THTpoHHoi YacTbio Metogom TP (repmorukiep Veriti («Applied Biosystems» ))
¢ JTIaJBHENNTNM aHAJIM30M YHUCTOTHI aMIJIMKOHOB METOJIOM arapo3HOr0 Teslb-3JIeKTpodopesa,
depMeHTATUBHYIO OYUCTKY HAPAOOTAHHBIX AMILIMKOHOB JIJIs JIAJIbHENINEro CeKBEHUPOBAHUS U
aHaJ 3 HYKJIEOTHJHON IOCIeI0BATE/ILHOCTH TOJIYIEHHBIX aMILIMKOHOB METOJOM IPSIMOrO Ce-
kBennpoBanus (anasmsarop ABI Prism 3130 («Applied Biosystemss)).

ITo pesyabraTam MPOBEJICHHOTO MOJIEKY/ISIPHO-TEHETUYIECKOTO MCCJIe/IoBaHns Oblia 0OHapyKe-
Ha MyTtarusa p.P1007A B romosuroraom cocrosanu B 20 sx3one NPC1, npuBosgmas K 3aMene
¢.3019C>G (SNP rs80358258). ITpu ananmsze JTHK marepu myranus ¢.3019C>G (p.P1007A)
HalijleHa B IeTePO3UI'OTHOM COCTOSTHUH, TAKUM OOPA30M, OHA SIBJISIETCS 3J0POBON HOCUTE Ib-
HUIell MyTainuu B JaHHOM reHe. Hajumaume myTanuu moiTBEpPKICHO C HMPSIMOrO U OOPATHOIO
npaiimepoB. Takum 0O6pa3oM, aHa U3 BBIIBICHHBIX PU KJIUHUIECKOM HCCJIEIOBAHUN TTPOsIBJIE-
HUiT 3200JIEBAHUS C TTOCJIEYIOITIM II0/ICIeTOM OAJIIOB 110 TKaJse nHiaekca BeposTaoctu BHII-C
U TIPOBEJIEHHOE MOJIEKYJIIPHO-T€HETUIECKOe MCCJIEIOBAHIE [TO3BOJIMIIN Y JTAHHON TAIlMeHTKY JTH-
arnoctupoBarh Oosiesnb Humanna-Iluka, Tun C.
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