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AHaMHe3 N KNIMHUYeCKan KaPTUHa

° HaI_[I/ICHT, 52 roga, My:K4uWHa. ’KamoOpl Ha cimabocTh B HOrax IIpH MMOABEMC IIO JICCTHHUIIC, BCTaBaHHUHW CO CTyJlda, MbLIIICYHLIC
IoACPIUBaHUA, ITIOXYAAaHNC MBIIIIILI.

* Oxoso 1,5 ner Ha3zaja BHEpPBbIE OTMETHI CIOXKHOCTA MpU HoabeMe Mo JiecTHuie. OKoJo Troja Hazad NPUCOSAUMHUIIUCH
NEePUOIMICCKHUE TTONIEPXUBAHMS CIIFOHOM, KUJIKON U «CKOJB3KOM MUIIEH, MEPHOINIECKre MafeHus ¢ TpaBMaru3anueii. CirabocTs B
HOTaX MOCTENEHHO IIPOTPECCUPYET, CTAJl OTMEYaTh YMEHBIIICHHE B 00BEME MBIIII] Ta30BOTO IOsICA.

* [Ipu HEBPOJOTrMYECKOM OCMOTPE. KOTHUTHUBHBIX HapymieHUH HeT. CO CTOPOHBI YEPENHBIX HEPBOB - JIMIIO ACUMMETPUYHO IpH
BBITIOJTHEHUU MUMHUYECKUX MPOO 3a CUET c1a00CTH HIKHEN TPETH MPABOU MOJIOBUHBI, CITIAKEHHOCTh TPaABOM HOCOTYOHOM CKJIAJIKH.
Muokumun B Mbimiax Jjuma. Ciayx (Opu OpHUEHTUPOBOYHOM HCCIIEIOBaHMM) coxpaHeH. Hucrarma Het. Jlerkas mucdarus,
nu3apTpun ¥ auconnu HeT. [oTounsnii peduekc xuBoi. Criia MBIIIIT IeW HE U3MeHeHa. S3bIK 1o cpeaHelt auaun. Oudpusams
u arpodus s3pika. PeduekcoB opambHOro aBTOMaru3Ma HeT. TeTpamape3 cO CHMIKEHHEM MBIMIeYHON cuiibl 10 4-4,5 0ajioB B
MPOKCUMAJIBHBIX OTJAENaX pyK ¥ HOT. MpllliedHas rurnoToHus. ['enepanu3oBaHHbIe ClIOHTaHHBIE (acUKyISIuU. [ unorpodun MbIy
MJICYEBOTO M Ta30BOro mnosica. ['maexkomacTusi. CyxoxuiabHble pedIeKchl CHUXKEHBI ¢ pyK B Hor, D=S. Tlaronorunueckux pediaexcon
HeT. KoopauHaTOpHBIX, YyBCTBUTEIBHBIX, TA30BbIX HAPYIICHUN HET.

(MOdKCHO npusecmu omo u 8UOeo, ULIIOCMPUPYIOUUE KII0Ue8ble MOMEHMbl KIUHUYEeCKOU KapmuHbul)



[MocTaBbTe TONUYECKUIM AMarHos:

A. NMonnHenponaTtma

B. CuHApPOM NoparKeHnsa BepxXHero MOTOHEeMpPoHa
B. CUHApPOM NOParKeHNA HUKHEro MOTOHENPOHa

. CUHOPOM COYETaHHOTO NMOPAXKEHUA BEPXHETO N HUKHETO
MOTOHEMNPOHA



[MocTaBbTe TONUYECKUIM AMarHos:

A. NMonnHenponaTtma
5. CuHAPOM NOpaXKeHnA BepXHEro MOTOHENPOHA
B. CuHApOM noparKeHUa HUKHEro MOTOHENPOHA

. CMHAPOM COYETAHHOro NOpa)XeHnsa BEePXHEro U HUXKHero
MOTOHEMNpPOHa



Kakon meTtoa nccnegoBaHuUsa UMEET KNtoyeBoe
3Ha4YeHue ANnA NoATBepXAeHUA TONNYECKOro
ANarHo3a?r

A. CTUMynAUMOHHAA U uronb4vataa Ml
b. MPT ronoBHOro mosra

B. MPT cnnHHOro mosra

[. JllombanbHaA NyHKUUA



Kakon meTtoa nccnegoBaHuUsa UMEET KNtoyeBoe
3Ha4YeHue ANnA NoATBepXAeHUA TONNYECKOro
ANarHo3a?r

A. CtTumynaumoHHaa v uronob4vataa SMrI
b. MPT ronoBHOro mosra

B. MPT cnnHHOro mosra

[. JllombanbHaA NyHKUUA



Pe3ynbTaTbl 4ONO/IHUTENbHbBIX UCCNeA0BAHU 7

* CrumymsiunonHas DHMI — Hopma.

* Uronsuatas OMI' Ha mieiiHOM, TpyIHOM, OyJIb0apHOM YPOBHSIX: T€HEPATU30BAHHOE MOBPEKICHUE HIKHUX

MOTOHEUPOHOB HA BCEX YPOBHSIX.

e OOmM U OMOXMMHUYECKUN aHajiu3 KpoBH - moBblmicHHEe akTUBHOCTH KDK mo 1074 En/a, B ocTtadbHOM -
HOpMa.

e OOmuit anamu3 L{CXK - Hopma
* MPT rosioBHOT0 MO3ra, IEMHOTO U MOSICHUYHO-KPECTIIOBOIO OTAEIIOB CIMHHOTO MO3Ta - HOpMa.

(MODfCHO npuesecnu wunocmpayuu ¢ pesyiliomamdmu OONOJIHUMENIbHBIX MEMOO08 MCC]ZQ@OGCZHM}Z)



BO3MOXHbIU NpeanonoXUTeNnbHbIM ANarHo3:

A. 6onesHb Xnpasambl
5. CNMHanbHaA mbllweyHasa aTpoPpumA

B. bokoBOM aMnUOTPOPHNYECKNIN CKNEepOo3

[. bone3Hb KeHHeaU



BO3MOXHbIU NpeanonoXUTeNnbHbIM ANarHo3:

A. 6onesHb Xnpasambl
5. CNMHanbHaA mbllweyHasa aTpoPpumA

B. bokoBOM aMnUOTPOPHNYECKNIN CKNEepOo3

I. bone3sHb KeHHeau



bonesHb KeHHean

White matter atrophy ~

Elevated serum atrophy and weakness
creatine kinase, '
cholesterol, (

triglycerides

* CnuHanbHO Oynab0apHas amuoTpodus Kennenu (6one3ns Kennenu, Loss of lowss matir
o o “' neurons from
amuorpodus Keanenn) — ogua u3 ¢popm 0ose3Held MOTOHEHPOHa, Boktemand il
: 72\ d
onucan"as W. Kennedy et al. B 1968 1. smeemtt RN
"‘"— Brugada syndrome
Non-alcoholic fatty ~ p
liver disease ——"'
» 3aboseBaHne HACIEAyeTCs MO X-CIEINICHHOMY PEIECCUBHOMY THITY H A Insulin resistance
7
MPOSIBIISIETCS] Y MY>KYMH B OTHOCUTEJIBHO MO3/THEM BO3pacTe, OOBIYHO Auih L
Sensory neuropathy ~— v Infertility,
nociye 40 JeT, 4TO OTIIMYAET €€ OT JIPYTMX U3BECTHBIX BAPUAHTOB ! testicular atrophy
o (]
T€HETUYECKH OOYCIIOBJICHHBIX CIIMHAIBHBIX aMHUOTPOhUIA. | ~—_ Proximal > distal muscle
/
\!

(unnrocmpayuu npu HeoodXooUMocmu)

MoparkeHns opraHoB npu 6onesHn KeHHeau

Uzob6paxenne: Arnold FJ, Merry DE. Molecular Mechanisms and Therapeutics for SBMA/Kennedy's Disease.
Neurotherapeutics. 2019
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HEPBOB M JABUTaTEIbHBIX HEHPOHOB CIIMHHOTO l
Mo3ra. B mopaskeHHBIX HEHPOHAX BBIABIAIOTCS - B e
BHYTPHSIEPHBIC OCITKOBBIC Binding domsin Binding domei
SBMA allele
MOJITITy TAMUHCOIEpIKaIe BKIIFOUSHHUS, YTO oo 5755
MO3BOJIIET OTHECTHU JIaHHOE 3a00JIeBaHUE K TPYIIIIE CTGCAGCAGCAGCAGCAGEAGEAGCA S s el
o CAGCAGCAGCAGCAGCAGCAGCAGCAGCAGCAGC
MOJIUTITYTAMHUHOBBIX OOJIe3HEH AGCAGEAGEAGCAGHA
of ? oot S5
\.. N o < \%é\ )
(unmrocmpayuu npu HeobxoouMocmu) Y
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Misfolded protein - Aggregates

Normal protein

Cxema natoreHe3a 3aboneBaHus

Uso6paxenue: Breza M, Koutsis G. Kennedy's disease (spinal and bulbar muscular atrophy): a clinically oriented
review of a rare disease. J Neurol. 2019.



[lanbHenwana AMarHoCcTuKa:

A. IHK-aAnarHocTMKa Ha Haan4me myTtauum B reHe C9orf72
b. AHK-aAnarHocTtnka Ha Hann4vme mytaumm B reHe SMIN1

B. AHK-AMAarHOCTMKa Ha HaAnyMe MyTauunm B reHe aHAPOreHoBOro
peuenTopa



[lanbHenwana AMarHoCcTuKa:

A. IHK-aAnarHocTMKa Ha Haan4me myTtauum B reHe C9orf72
b. AHK-aAnarHocTtnka Ha Hann4vme mytaumm B reHe SMIN1

B. AHK-gnarHoctMka Ha Hananuyme myTauuu B reHe aHApPOreHOBOro
peuenTopa

Jlnarnos nmoATBEPKIAETCS PE3yabTaTOM I'€HETUUYECKOTO aHAJIM3a — BBISIBICHUEM TUITMYHOW TUITUYHOM
CAG-myTamuu B TeHe aHaporeHoBoro perenropa (AR)



B yem 0cobeHHOCTb AaHHOIrO KNMHUYECKOIO
cayyas

* IlpomemoHCcTpupoBaH mnoAxon K Jud@epeHIUaIbHOMY JIMArHO3y CUHAPOMA COYETAHHOTO TMOPAKECHUS

BEPXHETO U HUKHETO MOTOHEUPOHA

* BrisBiieHo 3a0osieBaHME, CXOAHOE MO KiIMHUYeCKoM kapTtuHe ¢ BAC, HO oTiauyaromieecss Mo XapaxkTepy
TEUCHMS, MPOJOKUTEILHOCTH )KU3HU U XapaKTepy HacCJeI0BaHUs.

» Jleuenue Oosie3nn KeHHeau Ha JaHHBIM MOMEHT He pa3paboranHo. [IpoBoAsSTCS KIMHUYECKHE MCCIIEIOBaHUS
(nefinpopenH U Ap. Ipenaparsl)
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