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NMEHMU C.I. ACOPEHIUSAPOBA>

YHUBEPCUTETI» KEAK

Cunapom buaay. KiilmHM4yecKuil ciiydyam U3 NPaAKTUKHA PEeBMATO0J10ra

Bpau-pesmaroJior: Kyoanasikos 3.K., Bpau-pesuaent Hapoain C.H., Makcor /I.A., Ukcan6exoBa 7K.C.
Hay4yHbIi pyKOBOAUTEb: 3aBeayoiias «Oomen neauarpun» Ep:xxanosa I E., HIIIIn X, rrAamarsl, PK

AKTYaJbHOCTh

Jlnarnos

AyToBOCHAIUTENbHBIN CHHApPOM: CuHipoM biiay.

7Kay100b1 NpH MOCTYIJICHUH

Cunapom briay— penkoe ayroBocnanuTesbHOE 3a00JI€BaHNE,

00yCJIOB/ICHHOE IaTOreHHbIMK BapuanTamu NOD2, JIBYCTOpOHHSISI CEHCOHEBpajIbHas TyroyxocTh crpana IlI,
XapaKTEPU3YIOIIEECs TPUAI0i CUMIITOMOB: TPaHy/IEMaTO3HBIM Ha [epuoguyeckue OomM B KOJICHHBIX U ciesa IV cremeni.

B> APTDHTOM M YBOHTOM. B ciryasx oOIHBESE FOJICHOCTOIIHBIX CyCTaBaX, CJICIIOTY, CHHKCHUEC OU-VYBeuT BSUIOTEKYIIHIA, peUAMBUPYIOIKIA. JIeHTOBUAHAS
HPOSIBJIEHHUH OXKKIaeMast IIPOJOIIKUTENLHOCTD KU3HU MOKET

cokpamarhcs. [Ipu yBente nporao3 HeOIaronpusTHbIM. ClIyxa, cJ1a00CTh. nerenepanus. OJ[-Karapakra, ocinoxxneHHast mosiHas. O -
BrisiBisieMocTh orieHeHa kak 1/1670000 ciydaeB B rog Juist JeTel B Cexkxkmonus. OS-Oxkirosus 3payka. Cybarpodus IiasHoro
Bo3pacre. (Mudopmanus u3 garckoro perucrpa or 2019 roxpa) somoxka II-111 crenenmn.

(3) al ols

2019 roa. 2-cran Jie4yeHUe B
2015 rox 2016 roa. 1-cTamn.jie4enue B 2018 ron HHHMI;Z[ - 1(\3/[Tall- JZI(;B;IZCHHG HIInJX. Cran. evenne HIIMuIX B
HHIIM/I apr roaa denpaie 2024 r.
J1e6roT: 601M B KOJICHHBIX, Juarno3: FOUA, onmuroapTUKyIsSIpHBIN V nanuenTa HaOIHOqaeTC auarno3: FOUA, cucreMmHbIM auarnos: IOHA, CI/ICUTGMHBIM Y4uTsIBas TSIKECTh COCTOSAHUS,
TOJIEHOCTOIIHBIX U JIOKTEBBIX  BAPUAHT, C MIOPAKEHHUEM IJIa3 110 TUITY MOMMMOP(HBIE BHICHINIAHHUS C HayagoM. COCTOSHUE MAlMEHTa Ha4aJioM, yMEPEHHOU CTCTICHH HeadexrnBrocTs MBI Xymupsr,
CyCTaBax, CHI)KCHHE 3PCHHS,  IepeaHero yBeuTa. 0TMeuaaoch IeNyIeHHeM-Ha ULy, TSKENIOE, TU(OaIeHOIaTus, aKTI/IBHOCTI/I.UHCDCL VYBeur CIIBII, BMPII, yHTBIBAS
Koxa cyxas. CO3-35 mm/y, IIeTyIIeHUE Ha HOTaxX, Jeuryparus TYJIOBUIIE, BEPXHUX U HUKHUX KOXa cyXasl, WIEeYIICHUE. BAJIOTCKYIIMH B CTa/IMA § MOATBCPKACHHBIN TCHCTUICCKUM
PEHTICH KOJICHHBIX CYCTABOB-  JTy4ye3allsICTHBIX, KOJICHHBIX, KOHEYHOCTAX. OTMeuaeTcs KonenHsle 1 TOI€HOCTOITHBIC peMurcCrun ?CHO}KHCHHHI/I ananusoM 1/3: Cunnpom bray,
KapTHHA apTpuTa. HasHaueHO  rojieHOCTOIHBIX CYCTaBOB, pa3ruOareabHas MOBBIIICHUE TeMnepaTypsl 110 40 cycTassl fepopmuposanbsl. COO- KaTapaKTou Ijasa. PEKOMCHI0BAHO. BOIIPOC O CMCHC
MTX-15 mr/mex, MII 250 Mr  koHTpakTypa 00€UX KOJEHHBIX CYyCTaBOB, IPayCoB, OSBUIACH OTEYHOCTh 43 mm/4, CPb-130 mr/n. AH® YautbiBas %33(1)‘1’3KTHBH0CTB I'MbII Ha MHTHOUTOD
Ne3 ¢ mepexomom Ha 8 Mr HapyIIEHUE TOXOAKH. Y TPEHHSIS JIMIA, TIOSBUIINCH BBIPAKEHHBIE orpuuarensHeii, AHA, AHIIA nposoaumoit I'MbT, MHTepIIeHKNHA- 1.
OpaJIbHO. ckoBaHHOCTh. OAK-COD 5 Mm/4, nelik- 0071 B MBIIIIaX, peOCHOK He oOHapyxeHbl. Muenorpamma- IIOBBIICHHYIO0 TCMIICPATYPY, PebeHoK Hil NJI-1 ¢ momoxxuTenbHON
12,4, pom-477, neittp-57,1%. CPb-4,5. HepecTan cCaMOCTOSTEIbHO NaTOJIOTMYECKUX KIIETOK HE CyCTaBHYIO0 CUMIITOMATHKY H ANHAMUKOU B BUJC YMCHBIICHHUC
AH® aPU® HEp-2-otp. Y3U ObII- JIBUTaThCs, OTMEYAJIOCH oOHapyxeHo. ¥Y3u OBII- IIOPAXKCHHUSA I3 CyCTaBHOTO CHMHApPOMA, OTCYTCTBHUC
rernaroMeraius. Y YuThiBas MepeaHen yBEIHYEHHUE JIUM(POY3IIOB. CIUICHOMETaJusl, U3MEHEHUS PCKOMCHAOBAHO. ICHCTHICCKOC NTOBBILICHUS TEMIICPATYPbI U
YBEUT y peOCHKa PEKOMEHI0BAHO NapCHXUMBI IICUYCHHU. HCCJICIOBAHUC NJIA YMCHBIICHUC MICITYILICHUU KOXH.
HOAKITFOYUTh XyMupy 20 mr n/k 1 p B 2 JIByCTOpOHHSISI yMEpeHHast uckioyeHus AB3.
HEJIEIIH. neppomeranus. KT OT'K- Ge3 Mennko-reHeTHYeCKHid LIEHTD,
IaTOJIOTUYECKUX U3MEHEHUH. B ot 07.07.22r. reHeTHYECKUI
TEpPAUU PELUICHO 3aMEHUTH IIOATBEPKACH TMArHO3:

XymMupy Ha AKTEMDY. Cunnpom bray.

OO0beKTHUBHBIC TAHHBIC

v KoctHo-cycTraBHas cucreMa: KojeHHBIE CyCTaBbI-00I€3HEHHEIE, OTEYHBIE,
nedurypaius. [ 0J1€eHOCTONHBIE CYyCTaBbl-yMEPEHHO O0JIC3HEHHBIC, OTCYHBIE,
neuryparmsi.

v' ['nasHble ey crpaBa MeHbIIe yeM ciieBa. He BuanuT moaHocTeio. C I€BEIM
IJ1a30M YyBCTBYET CBET. [[BHKEHHUE IT1a3HBIX 5010K c1a0biii. He CIBIIINT.
YBEUT BSUIOTEKYIIUNU B CTAIUU PEMUCCHUU OCIIO)KHEHHBIA KaTapaKTOU
ras3a. Bocnanenue cocyaucToi 000I04KH I1a3a.

v' [TonuMophHBIE BEICHITAHUY C MICIYIICHHEM Ha JINIE, KOHEIHOCTSIX, C 3yA0M
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NMMYHOJIOI'UA I'EHETUYECKOE UCCJIIEJOBAHUE
AH® na PUO E{ep-Z or 25.08.2016- B sx30He 04 rena NOD2 (OMIM 605956) BbisiBieH
OTpUIIATEIIbHBII.

HYKJIEOTUIHBIN BapuaHT C.1453G>T B rerepo3uroTHom
COCTOSSHUH MPUBOIAIINNA K AMUHOKHACIOTHOMY BAPUAHTY

>»p.D485Y. HeonucanHbiii B KOHTPOJIBLHON BHIOOPKE
gnomAD, v2.1.1. HykneoTu1HbIN BapUaHT ONMCAH B
MexxayHaponnon 6aze HGMD professional., y nanuenTos
¢ cunapoMoMm BJIAY,

AH® na PU® Hep-2 ot 13.03.2018- <1:80

MDA na ENA, ANA, ANCA, AT x PR3, At xk MPO
At k GBM-He 00Hapy»XeHO

HN®A ot 16.03.22r. AHA-0,10

N®DA ot 22.02.2024: CTD ANA Screen-6.50
(MOJIOKUTEIIHHO)

3aKkJII0YeHHUEe

KoHcyabTanua cnemuajaucroB

* Koncyabranus Odransmosiora ot 22.02.2024 3akntouenue: OU-BsuioTekyuii yBEUT B CTaun
pemuccun. OU-TlomyTtHeHue poroBuiibl. Karapakra ociioxkHeHHas mojiHas. AMOIMONUs 00CTPYKIMOHHAS

* Cunjapom biay — 3To0 XpoHHYECKOE ITporpeccupyloiiee 3ad0eBaHue ¢ BapuadeIbHbIM U

BBICOKOM crenenu. bombax panysxku. Bropuanas rmaykoma. Cungpom Ctumia. OS-Cybarpodust. Sa94CTyI0 HCIIPCACKA3SYCMbBIM CIICKTPOM TSKCCTH

* Koncyabranusa Hesponarosora ot 11.03.2024 /Tuarnos: Pe3unyansHo-oprannyeckoe nopaxenue LIHC. * Hay4yno-000CHOBaHHBIE JAHHBIC 00 ONTUMAJIBLHOM JICYCHUH CUHAPOMA biay oTCyTCTBYIOT.
['uneprensnonHo-ruaponedanbuelii cunapom. Kucra 3US. JleBblii a3 - nonHas 0ClI0KHEHHAs E>xenHeBHas Tepanys KOPTUKOCTEPOUJaMU B YMEPEHHbBIX MJIM MaJbIX J03ax 3(PheKTUBHA IS
KarapakTa. 3paukoBas MmemOpaHa. AMOnuonusi oockypanronHas. OJl-Aprudakus OU-YBeut Ha Pone KOHTPOJISI YBEUTA M OOJIE3HU CYCTaBOB
cungapoma boy. [TomyTHenue porosuiibl. Cydarpodust rmazHoro siomoka. HeiipoceHcopHasi Tyroyxocts 3-4 e Tak KaK 3amo3/[ajioe JedeHne TAHHOTO CHHIPOMA TIPHBOUT K COKPATIEHHIO
CT.

 Koncyabranus cypaosiora ot 28.01.24r. J/[ByCTOpOHHSI CEHCOHEBpaJibHAs TyroyxocTh cripasa 1l ciieBa B IR HOCTH OKITSHIT M HHBATHAMSAlH, B THKCIBIX CIyHaiX K ICTAIE ORI
IV crenenu. PexoMenioBano: bunoaypajibHOe ClIyXOIpOTE3UPOBAHKE ¢ UHIUBHLYalbHBIMU [losTomy nepuarpiIeckoMy MpOQuITF0 HEOOXOIMMO CAeNIaTh aKICHT HAa PaHHEH

BHYTPUYIIHBIMHU BKJIAIbIIIAMHU. JAUarHOCTHUKE, BO M30eKaHNE HEOIAronprsITHOTO IIPOrHO3a.




	Slide 1

