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Bonesus [lapko - Mapu - Tyra (IIIMT; ko MKB-10 G60.0) nin HacieacTBeHHasT MOTOPHO-
cercopuas Heiiponarusg (HMCH) — rpymia Hac/ieIcTBEeHHbBIX 3a00J1€BAHI, KOTOPBIE COTPOBOXK-
JIAl0TCsI CJIabOCThIO, aTpodueil MBI KOHEYHOCTeH, nedopmaliueili KOHeTHOCTE, n3MEeHEeHneM
noxoxku [1].

Pacnpocrpanennocts IIIMT B Mupe cocrasiisier B cpegaem 35 ciaydaes Ha 100 000 gemoBek.
B P®, no pasabiM orneHkaMm, dacToTa 3a0ojieBaHUA B Pa3HBIX pPEernoHax BapbUpyeT OT 7 10
13,3 caygaes ma 100 000 nacenenus. B memom na momo IIMT npuxomures okomo 80 % Beex
HaCJIeJICTBeHHBIX Hepponaruil B Poccun [1, 2].

[Ipencrasien kianHMYecKnii ciaydait 6obHOrO B., KOTOPBI cTpagaeT HAC/IEICTBEHHON Heli-
poratueit [ITapko-Mapu-TyTa ¢ pannero Bozpacra. [lanueHnT npeabsaBisy Kaado0bl HA CIIA3M
MKPOHOXKHBIX MBIIII, MATKOCTh IIPU XOJIb0E, YaCTO CIIOTBHIKAJICT U MMaJajl, YTOMIIEMOCTD, CJia-
00CTh, CHUYKEHUE 3PEHUS.

B cemeiinom anammese OTATOIIEHHOCTD I10 MOJI00HOMY 3a00/1eBaHui0 Y 6aOyIIKN 110 OTIIOB-
CKOI JINHWUM, HapYIIeHHe TOXOJKH Yy OTIa, OoyibHbI cubchl. [lo mammonanbnocTn - caxa. U3
aHaMHe3a M3BECTHO, YTO C PAHHEro BO3PacTa OTMeYaJiach JieOpMaIiys CTOI, HE MOI' Oerarh,
npbIraThb. B 00bEKTUBHOM CTaTyce: HUCTAIM YCTAHOBOYHBIN NOPU3OHTAJILHBIN. ZI3BIK 11O cpej-
Hell JIMHUU, ¢ TpeMOpoM s3biKa. Mplmeunas runoronud. ['mmorpodun MKPOHOXKHBIX MBIIIIIL,
MBI TeHOPa, runoreHopa. Cyxoxuabubie pediekchbl Hu3kue, paBubie. CTONbI KOPOTKHE, CBO-
JIbI BBICOKUE, KypKoobpa3Has jiebopMalius Mmajbles cTol. Terpanapes, BbIpaKeHHBII B HOrax.
KonTpakTyphl JIOKTEBBIX, FOJIEHOCTOITHBIX CycTaBOB. KoOpaumHATOPHBIE TTPOOBI: MAJIBIIEHOCOBAS
poba ¢ MHTEeHIHel, KOJIeHHO-ITOUHas 6e3 arakcuu. HapyieHue moxoKkn (crenmax ), Ha IsT-
Kax XOoJuThb He MOoxKeT. OCMOTpeH OKyJIMCTOM, BbICTaBjIeH jauarunosd: Hucxomsmas cybarpodust
3puTesbHOrO HepBa. HavambHas ocioxkHeHHad KaTapakTa. [lo JaHHBIM 371€KTpOHepoMuorpa-
dun npusHAKK MOPayKeHUsT MOTOPHBIX U CEHCOPHBIX BOJIOKOH CPEJIMHHBIX, JIOKTEBBIX, OOJIbIIIe-
U MaJIo0ePIOBBIX HEPBOB IO TUILY AKCOHAJIbLHO-IEMUETMHI3UPYIONIEN TOJTMHEBPOIIATUNA BbIPa-
JKEeHHOII crerienu, rpybee o mepsam Hor (M-orser-abs).

B HNJI «Moutekysisipaast MmeuiimHa u remetnka desopekas CBOY mpoBeieHo KINHIIECKOe
cekBennpopanne sk3oma. Anamms JJHK mposemen Ha cekBenaTope HOBOro mokosenust MiSeq
(Ilumina, CIITA). BeisiBuin panee ONUCAHHbBIH TATON€HHBI BADHAHT HYKJIEOTUTHON MOCIIE/I0-
BaTesbHOCTH B 22 9k30He reHa KIF1B ¢.2192A >G B reTepo3uroTHOM COCTOSTHUHN, TIPUBOIANIII K
3aMeHe aMUHOKUCJIOTHI B osurmu 731 6enka (p.Asn731Ser). Hacrora B 6a3e ganubix GnomAD
cocrasysier 0.0078. DToT ren accoruuposan ¢ 3aboseBanueM [llapko-Mapu-Tyra 2A1 Tuna.
Hanuane obHapyKeHHOI MyTaIUy MOITBEPIUIOCH IPSIMBIM CeKBeHnpoBaHueM 1o CoHrepy.

Takum obpazom, jmanHasg myTanud B rene KIF1B B rerepo3surorHoM cocTosSHUU BIEpBbIE
BoisiBjieHa B Peciy6smke Caxa (SkyTust).
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