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CNBP (konmmuecTBO MOBTOPOB — Oostee 372). Y marepu nanueHTkH Ne2 Ha aMOyI1aTOPHOM dTare
Obl1a TPOBEICHA TeHOIMarHOCTKa MHOTOHHYECKO aucTpodun 1, 2 Tuna (ot 24.12.2024): >373
HykieotunoB komiuiekca (TG)n Ha mepBoii aiene - oOHapy KeH MaTOIOTHYECKUH TeHOTHII.
3. DnexTpomMuorpaduuecKue JaHHbIe DIEKTpoMuorpadus rmokasaa ciIeayolie pe3yabTaThl:
Mamuent 1 (M/I1): IIpu3Hakn MHOTOHUM OBLIM 3apeTHCTPUPOBAHBI, BKJIIOUAsl XapaKTepHbIC
MHUOTOHHYECKHE pa3psnbl npu crarndeckoid OMI. IManuentsr 2,3 (M/]2): Muortonus Oblia
MEHEe BBIPAKCHHOW; MHOTOHMYECKUE Pa3psibl ObLIN 3aperUCTPUPOBAHBI TOJIBKO MPH JMHA-
Muueckoir OMI.

3akJirouenne. JlaHHOE HCCIENOBaHKE, MPOBEICHHOE HA JByX MAlUEHTaX C MUOTOHU-
yeckoi auctpodueit | n 2 TUNOB, BBISBUIIO 3HAYUTEIBHBIC PA3IUUMsl B KIMHUYECKUX HPO-
SIBJICHUSIX, TEHETHMUYECKMX XapaKTePHCTUKAX W OJIEKTPO(U3NOIOTHYECKUX JIAHHBIX, YTO
MOAYEPKUBACT Ba)KHOCTh JU(PQEpPEeHINATBHON THArHOCTUKU M MHJWBUIYaTU3UPOBAHHOTO
roaxona k jgedenuto. s manuentos ¢ MJI2 xapaktepHo 6osiee J0OpOKaueCTBEHHOE TCUCHHE,
CTepTOCTh KJIIMHUYECKOW KapTHHBI M O0JIee TO3IHSs AUAarHOCTHKA 3a00JIeBaHys, a IS TTAIH-
entoB ¢ M/1 1 xapaktepHa Oosee paHH:S U sipKast KIIMHWYecKast kapTuHa. K | Tumy oTHOCST HO-
30JI0rH4ecKre (POPMBI ¢ Ay TOCOMHO-IOMUHAHTHBIM TUIIOM HacJIe/IOBaHUs, @ KO BTOPOMY THITY
OTHOCAT (popMBbI 3a00IeBaHMsI, HACIEAYIOUINECS Ay TOCOMHOPEIECCUBHO. Pe3ynbTaTsl JaHHO-
IO HCCIIIOBAHUS MOJYEPKUBAIOT HEOOXOJUMOCTh BHUMATEIBHOIO MOJAXO0AA K JAMArHOCTHKE
MHUOTOHHYECKHX AucTpoduil. HecMoTpst Ha Mamnblii pazMep BBIOOPKH, MOJTYUCHHBIC JaHHbBIC
MOT'YT CIIY’KHTb OCHOBOM ISl TaIbHEHITNX NCCIIEIOBAHUI B 9TOH 00JACTH U MOTYT ITOMOYb B
pazpabotke Oosiee 3PEKTUBHBIX CTPATET U JIEUCHUS U YIIPABJICHUS MAUEHTAMH C JaHHBIMHU
3aboseBaHusIMHU. B 3akiroueHne, 1aHHOE MCCIIEJOBAHUE TTOTBEPKAACT CYIIECTBYIOIINE pa3-
JUYHST MEXAY MAOTOHMUYECKOH tucTpodueit | u 2 THIOB Kak B KIMHUYECKUX MPOSIBICHUSX,
TaK U B MOJIEKYJIIPHBIX MEXaHU3MaX. DTO MOAYEPKUBAET BaXKHOCTh MHIUBH1yaTU3UPOBAHHO-
T'O MOAX0/a K Ka)KJIOMY IAIlMeHTY Ha OCHOBE €r0 YHHKAJIbHBIX XapaKTEePUCTHK 3a00JIeBaHUSI.
Heo0Oxonums! nanbHEine uceaeoBaHus 1uIst 6oiiee T1y00KOro MTOHMMAaHHsI TaTOreHe3a ITUX
3a00seBaHni M Pa3pabOTKN HOBBIX METOJIOB JICUCHUSI.

XPOHUUYECKUY MEHUHI'UT, CBI3AHHBIN
C KPUOIIUPUH-ACCOIITMUPOBAHHBIM
NEPUOJUYECKHAM CUHIAPOMOM

l'aaskeBuu H.B., Kaaununa A.A.

benopyccruii cocyoapcmeennulil MeOUYUHCKUL YHUGEPCUMen,
2. Munck, Benapyco

AKTYaJbHOCTh. XPOHUUYCCKUH MEHMHTHUT (XM) sBisieTcsi cepbe3HOH KIMHUYECKOH
Mpo0OJIeMOii B CBSI3M CO CIIOKHOCTBIO IMAarHOCTHKHM M pasHooOpasueM npuunH. Cpenn Bcex
cllydaeB MEHHMHTHTa XpoHHueckue (opmbl coctaBisiorT 1-5%. Ilpuumnamu 3aboneBanHus
MOT'YT OBITh KaK pa3jMuHble HH(EKIIMOHHbIC, TaK 1 HEMH(EKIHOHHbIE (DAaKTOPHI (OMTyXO0JH,
3JI0Ka4eCTBEHHBIC U JOOpOKadeCTBEHHBIC HOBOOOPA30BAHMS, JIEKAPCTBA U ay TOMMMYHHBIE 3a-
GosieBaHMS), @ TAK)KE Pa3IMYHbIC TEHETHUECKUE MYy TAIlHH.

Heas. IIpencraButs kauHu4eckuil ciryyail XM, CBSI3aHHOrO ¢ KPHONUPHUH-ACCOLIUHUPO-
BaHHBIM NeprondeckuM cuaapomom (CAPS).
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MatepuaJjibl 1 MeTOABIL [IpoBeieH peTpOCIEKTUBHBIN aHATN3 MEAUIIMHCKUX KapT CTa-
LMOHapHOro nanueHTta K., anaau3s 1urepaTypHbIX HCTOYHUKOB.

Pesynbrarel n ux oocyskaenue. [Manuent K. 2020 roga poxaeHus, oT 2 CpOYHBIX POIOB,
BecoM 3400, TpUBHT B PO IOME, HEOHATAIBHBIN IIEPHOA ITpOTeKall 6e3 ocioxxHeHni. Haxomucs
Ha NCKYCCTBEHHOM BCKapMJIMBaHUH. BriepBbIe ObII TOCTUTaIN3MpOBaH B BozpacTe 11 mec no no-
Boay OPH, suteputa. B Teuenne 3a060neBanus OTMEUCHBI ABYCTOPOHHNHN OTHT (CIIpaBa FTHOWHBIN),
THOIHBIN KOHBIOHKTUBUT, 9K3aHTEMa. Uepes Mecs1] OCIIE BBITUCKU TOCITUTAIN3UPOBaH MOBTOP-
HO B CBSI3M C THOMHBIM OTUTOM, O4aroBOi THEBMOHUEN U BTOPUYHBIM MEHMHTUTOM HEYTOYHEH-
HOH 3THONOrNH. Yepes Heselnto nocie npeKkpaieHus JeueHust aHTHOnoTHKaMu (AB) oTmMeuanach
JIMXOpaJIKa, TOI0BHAs 00JIb, TP OCMOTPE T0JI0BA YBEJIINUEHA B pa3Mepe, OOJIBIION pOTHIYOK 22
cM. C 1enbio NCKITIOUEHUSI MCHUHTHTA BBITIOJTHEHA JIIOMOaIbHast ITYHKIUS: B JINKBOPE — IIUTO3
175 xnerok (Bce HeiTpoduisl). [lo qanasiM MPT BBIsIBICHO yMEpeHHOE aCHMMETPHYHOE pac-
IIMPEHNE TIEPEAHNX POTOB OOKOBBIX JKEITYI0YKOB, MUHUMAJIBHOE PaclIMpeHne TepeaHero cyoa-
PaxXHOUJAIBHOTO MPOCTPAHCTBA, 3-I0 kKelyao4Ka. [Ipy MOBTOPHBIX HCCIEAOBAHUIX FOJIOBHOIO
Mmosra Metogamu MPT u KT BbIsiBiIeHBI TMHUS IIepesioMa B JIOOHOH KOCTH (OTMEYaUCh MTa/ICHUS
peOeHKa ¢ JuBaHa, MaTh 110 ATOMY ITOBOY paHee He oOpalaiack), CyoaypalibHas TUTpoMa Clie-
Ba, MPU3HAKM MEHUHTUTA. TpeThs rocnuTanu3anus aias nposeneHust kKontponss MPT BeisiBuna
OTpHLATEIBHYIO JMHAMHUKY CO CTOPOHBI TUTPOM, TIpH 3TOM Ha (hoHe AB-Tepanuu oTMedeH pocT
1uTo3a B TMKBOpe 110 2100, Helirpoduist 96%, yBennuenune C-peakTuBHOro Oenka 10 293 mr/m,
B cBsA3U ¢ yeM nepeseneH B PHIIL HeBpomoruu 1 HEHpoXupypruu Al ONepaTuBHOrO JIEYEHUs
— OMOPOXKHEHHE THTPOM ¢ 00EHX CTOPOH, TOcIe uero npoxoinkeHo jedenue B Y3 ITUKE ¢ mo-
JIOKUTEIBHON TMHaMHUKOW. B Bo3pacte 2-x neT B 1uHaMuke 1o faHnHbiM MPT ronoBHoro mosra
— MUHHUMaJbHOE TU(dy3HOE YTONIIEHNE TBEPAOH MO3roBOM 000IOYKH M MUHUMAJBHBIX CyO-
JypaJIGHBIX TUTPOM HaJl 000MMH OOJBITMMH MOTYHIAPUSMH TOJIOBHOTO MO3ra (M3MEHEHHS pe-
3MJIyaIbHOTO PEaKTHBHOTO XapaKTepa C MOJIOKHUTENBbHON quHAMUKOH). [IsTas rocnuranizanns
B BO3pacTe 4-X JIET B CBSA3M C MOBBIIIEHUEM TeMnepaTypsl Tena 10 37,3-37,4C, HacMopkoM, ro-
JIOBHOM 00J1610. Ha MpOTSHKEHMN BeeX MOCIMTAIN3AINI TIPU TOBTOPHBIX JIFOMOAIBHBIX Iy HKIIH-
SIX OTMEYaJICsl YMEPEHHBIH INTO3 MPH Npeolnaganuy HeHTpodunos, BO30yANTEIb MEHUHTUTA
He OBLT BBISBIICH, HECMOTPSI Ha HEOTHOKPATHBIE NCCIIEA0BAHUS JIMKBOPa (MUKPOCKOIIHS, TIOCEB,
[1LIP). BeipaskeHHOH MOJIIOXKUTENBHON TMHAMUKY B OTBET Ha NMpoBoAnMYIo Ab-Tepamnuto, mmpo-
THBOI'PUOKOBYIO TEPAINIO U TPUMEHEHHE TITIOKOKOPTUKOCTEPOUIOB HE MOTYUYEHO. 3a BCE BPEMs
HaOJIIOACHHS MaTh OTMeYasa HECKOJIBKO 3MHU30/10B aTO3HOTO CTOMATHTA U dK3aHTeM. Ha 4-m
rO/ly >KU3HU peOEHOK, KPOME TIOBTOPHBIX THOMHBIX OTHUTOB, IEPEHEC IHTECPOBUPYCHYIO HH(EK-
LU0, TAPBOBUPYCHYIO HH(pEKIHIO B-19, acTpoBUpYCHBIN SHTEPHUT, OTMEYAIIOCH PAa3BUTHE Je(H-
LIUTa MAacChl, YBEJINUCHHE aJICHOM/IOB, CYOKJIIMHUYECKUH TUIOTHPEO3. YUNTHIBAs HEOOBIYHOE
TEUeHHE 3a00sIeBaHNs (IIEPUOANYECKUE IK3aHTEMbI, TOBTOPHBIC THOWHBIC OTHUTHI, TAPOHUXUH,
SHTEPUTHI, IePUIIUT MacChl), TPOBeICHA IMMYHOI'PaMMa, TI0 pe3yJIbTaraM KOTOPOH JaHHBIX 3a
NMMYHOAE(DHUINT He 0OHApYKeHO. PeOeHKY BBITIOIHEHO TapreTHOE CeKBEHNPOBAHNE T'€HOB Tep-
BUYHOT'O MMMYHOJE(HUINTA: BBISIBICHO reTepo3urotHoe HocutenbcTBO NLRP3c.1070A>G(p.
lys357Arg). MyTaunu gaHHOTO IreHa acCOLMMPOBaHBI ¢ cryoprin-associated periodic syndrome.
VY o0oux poauTeneii HOMOOHBIX MyTaIUil HE BBISIBICHO.

BoiBoasl. CAPS — 310 rpyna HacaeACTBEHHBIX 3a00JIeBaHUH, TPUIMHON KOTOPBIX SIBIIS-
€TCsl FTeHeTUYeCKasi My Tallsl, IPUBOASAIIAS K THIEPIPOSYKIIUN KPUOIUPHHA U, KaK CIIEICTBUE,
WJI-1B. ITposiBIEHUSIME JJAHHOTO 3a00JICBaHUS SIBIISIFOTCSI PEIIMMBUPYIOIIAS TINXOPA/IKA, MOJIH-
Mop(dHBIC KOXKHBIE BBICHITIAHNS, apTPAJITHH, a B PsiJIC CIydaeB — HEHPOCCHCOPHAs TYTOYXOCTb,
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aMUJIOUJIO3 U MOYEYHAsl HEAOCTATOUYHOCTh. CaMbIM TSKENIBIM BapUAHTOM SIBJISIETCS XPOHUYE-
CKO€ MOPayKEHNE HEPBHOM CUCTEMBI, KOTOPOE UMEET Ay TOBOCHAIUTENBHBIN XapakTep. Juarnos
YCTaHABJIMBACTCS Ha OCHOBAaHMH JUATHOCTHYECKUX KPUTEPHEB U OOHAPY)KEHHS TEHETHUECKOH
MyTaluy. B npenctaBineHHOM KIMHHUYECKOM ciydae quarHo3 CAPS ycTaHOBIIEH Ha OCHOBaHUU
JIAHHBIX HEOOBIYHOTO TeUCHHSI 3a00I€BAHHSI 1 TEHETUIECKOTO UCCIICIOBAHHSL. YUUTHIBAsI OTCYT-
CTBHE MYTAIMH Y POJUTEINEH, B JaHHOM CITy4ae IPOSBICHUEM 3a00JIeBaHNsl y peOeHKa SIBIISICTCS
nprodpetenHas de novo myranust rena NLRP3. Crentudrdeckoii Teparnueii siBisieTcst IpuMeHe-
HUE aHTaroHncToB perentopos MJI-1. B HacTosee BpeMst MpOBOANTCS OO0 TEpaIHH.

BJHUSHUE CONYTCTBYIOUUX 3ABOJTEBAHUM
HEPBHOM CUCTEMBbBI U IEYEHU Y HAIITUEHTOB
C CUHAPOMOM OTMEHBI AJIKOI'OJIA C AEJIUPUEM
HA JJIUTEJBHOCTBb 'OCIIUTAJIN3ALINHN

TI'opuna E.A., Copponos A.T.
CIlo I'KY3 «I'opoockas ncuxuampuuecxas 6onvnuya Ne3 um. U.1. Creopyosa-Cmenanosay,
Canxm-Ilemepoype

AxkryanabHocTb. [To nanneiv BO3 B 2023 rox B Poccun cMepTHOCTB OT MPUYHH, CBS-
3aHHBIX C YIIOTpeOIeHNnEeM aKorois, cocrasuia 5,6 ciydas Ha 100 000 Hacenenus. Bexymum
(akTOpOM, ONpEIeNAIONINM TOKCHIECKOE JIHCTBHE aJIKOT OIS, SIBISICTCS €r0 NaTOreHHOE BIIU-
stHUE Ha (OCHOTUIUIHBIA cI0i MeMOpaHbl U TPaHCMEMOPaHHBII TPAHCIIOPT MOHOB, YTO B
UTOre NPUBOJUT K MOBPEXKACHUIO PA3IMUHBIX OPraHOB U CUCTEM OpPraHu3Ma. OTH CEpPbE3HBIE
COMaTHYECKHE PacCTPONCTBA CYMMHUPYIOTCSI C CHHAPOMOM 3aBHCHMOCTH, HEM30EKHO pa3BH-
BAIOMIEMCSI TIPU JUTUTEIIBHOM 3JI0YTIOTPEOJICHNN aJIKOTOJIEM, CAMBIM TSDKEJIBIM MPOSIBJICHUEM
KOTOpOTO SIBIETCSA CUHJIPOM OTMEHBI ¢ AenupueM. [Ipu Bcell 04eBUIHOCTH PO COMaTUYE-
CKOro (hakTopa B YTSDKEICHUN TEUYEHUS JCIUPUS, PaclpoCTPAaHEHHOCTh KOMOPOUIHOM maTo-
JIOTUU CPEIH MALMEHTOB C AJIKOTOJIBHBIM JIEIMPUEM, PABHO KAK U BIMSHUE COMAaTUYECKUX
(akTOpOB HA €T0 TCUCHHE, N3YUEHO HEAOCTATOUHO.

Hean. M3yunTh pacnpocTpaHeHHOCTD MAaTOJIOTUH HEPBHON CHCTEMBI (aJIKOTOJIbHbIE 9H-
nedaionaTys U MOJMHEHPONaTHs), ¥ MATOJIOTUHU NEUYCHH (XPOHUYECKUI BUPYCHBIHN remnaTuT B,
XPOHMWYECKHH BUPYCHBIN renatuT C) y MallMeHTOB C aJIKOTOJIBHBIM JICJIMPHEM U BIMSHHAC ITUX
PacCTpOMCTB Ha NPOAOKUTENBHOCTD JIEUEHHS JaHHOW KaTeropuy NalueHTOB.

MeToasl 1 MaTepHajbl HecaenoBanus. M3yueno 115 ciydaeB CMHIpOMa OTMEHBI aJIKO-
TOJISL C JIeTUpUEM (MY KUMHBI, CpeJHUI Bo3pacT: 43,6+8,75 net). Bce OopHBIC OBLITH JOCTaBIICHBI
B CII6 I'KVY3 «l'oponckas ncuxuatpudeckas oompamna No3 mm. .M. CxBoproBa-CtemaHoBay
OpuragaMu ckopoil MemumuHCKOH momomu B mepuox ¢ 01.07.2023 roma mo 31.01.2024 rogm.
[MannenTs! OpUTH 00CIIEIOBAHBI 1 MOJIYYMIIH JICUEHHE B COOTBETCTBUH C TPEOOBAHMSIMHU JICHCTBY-
IOLIEro CTaHapTa ClelHaTN3MPOBAaHHON MEAUIIMHCKON TOMOIIY ¥ KITMHUYECKUX PEKOMEH Tallui
py aOCTHHEHTHOM COCTOSIHUM C JICJIMPHEM, BHI3BAHHOM YHOTPEOICHUEM AJIKOTOJISI B YCIIOBUSIX
OT/AEIEHUH peaHMMalUH1 1 HEOTJIOKHOH HapKOJIOrMUECKOH MOMOIIH. J[MarHOCTHKA HApKOJIOru4e-
CKHX PacCTPONCTB OCYILECTBIIsIACh B cOOTBeTcTBUU ¢ kpuTepusimu MKbB-10. HeBponornueckue
1 COMAaTHYECKHE PACCTPONCTBA TUATHOCTHPOBAHBI BpauaMH-CIICIUAINCTAMH Ha OCHOBE TpeOo-
BaHM MPOQUIIBLHBIX CTAHAAPTOB CHIEIUATU3MPOBAHHON MEIMIIMHCKON MOMOIIIH.
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