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CoueTaHue AByX reHETUYECKUX CUHAPOMOB Y OOHOMO NauMeHTa — JOCTaTouHO pefkasi cutyauumsi. B ctatbe npengctaBneHo onvcaHue KrivHude-
CKOrO Criydast codeTaHus PeAKoro codeTaHus ABYX MeHAenupyoLmx 3abonesaHnii: cnnHouepebennsapHon atakeum | Tuna (CLUA1) n runodpocda-
TEMWYECKOro paxvTa B OAHOW SIKYTCKOW CEMbe, YTO, YYUTbIBAS HU3KYI YacTOTy BCTpevaeMocTn obounx 3abonesaHunii, NpeacTaBnseT HayYHbI 1
npakTnyeckuin nHtepec. B pabote obcyxaaeTcs knuHuyeckoe HabnogeHne, 0CMOTPEHHbIX YneHoB cembh B 2012 1 2025 rr. KnuHnyeckuin npumep
aKTyarneH Takxke Ans Bpayen npaktuyeckoro 3seHa. Heobxoamma paspaboTka anroputMoB MoHUTOpUHra ocnoxHeHun CLIA1 n doccatamnabera,
roucka naToreHeTU4YecKon Tepanuu.

KntoueBble cnoBa: cnuHouepebennsapHas atakcus | Tuna, runogocdareMmnyecknin paxmt, KocTHas aedopmMauus, bocdat guabet, ceMenHbIin
cnyyan

The combination of two genetic syndromes in a single patient is a rare occurrence. This article describes a clinical case of a rare combination
of two Mendelian diseases: spinocerebellar ataxia type | (SCA 1) and hypophosphatemic rickets in a single Yakut family. Given the low incidence
of both diseases, this finding is of scientific and practical interest. The paper discusses a clinical observation of family members examined in 2012
and 2025. This clinical example is also relevant for practicing physicians. It is necessary to develop algorithms for monitoring complications of

spinocerebellar ataxia and phosphate diabetes and to identify pathogenetic therapy.
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BBepeHue. CnuHouepebennspHas
atakeus | Tuna (CLIA1) — reteporeHHoe
HelpopereHepaTMBHoe 3aborneBaHue c
ayTOCOMHO-AOMMHAHTHBIM ~ TUMOM  Ha-
CnefoBaHus, XxapaKkTepuayeTcs nporpec-
CUpYHOLLEN MO3XEYKOBOW aTakcuen, au-
3apTpuer U NocTeneHHbIM yXyaLeHnem
OynbbapHbIX dyHKuMA [5]. Ha paHHMxX
cTagusix 3aboneeaHust y naumeHToB Mo-
ryT HabnogatbCs HapyLUEHWsT NOXOAKM,
HEBHSITHasi peyb, Npobnembl ¢ paBHOBe-
CMEM, OXXMBIEHHbIE rMYyBOKME CyXOXKMIb-
Hble pedrnekcbl, rMnepMeTpuyeckue
cakkagbl, HUCTarM u nerkas gucdarus.
K Gonee no3gHMM CUMATOMam OTHO-
CATCA 3aMedrieHne CKOpPOCTM cakkap,
pas3BuTME Mapanuuya B3opa BBeEpX, AUC-
MeTpUS, OUCANALOXOKUHE3USI U TUMNOTO-
Husi. Ha no3gHux ctagusix HabnogarTcs
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aTpoma MbIWL, CHWXKEHME TNyOoKnx
CYXOXUINbHbIX pedrekcoB, noteps npo-
npuoLenunn, KOTHUTUBHbIE HapyLLUEHUSI
(Hanpumep, NnobHas AMCAYHKUNS, YXYA-
WweHve BepbanbHOW nNamsaTH), Xopes,
OUCTOHMS M OynbbapHas [UCcEyHKUMS
[3, 7]. 3aboneBaHne ob6bIYHO MposBMs-
etcsa B Bo3pacTte ot 30 go 40 nert, xot4
coobuanocb MU O criyyadx B [OETCKOM
BO3pacTe M y NOXWnblx Nniogen. Y nauu-
€HTOB, Y KOTOpbIX 3aboneBaHne NposiBU-
nock nocne 60 net, MoXeT HabntogaTbcA
UMCTO MO3XKEYKOBbIN heHoTun. UNHTep-
Ban oT Havyana 3aboneBaHus 40 CMepTn
Bapbupyetcsa ot 10 go 30 nert; y naum-
EHTOB C HBEHWUSIbHBbIM Havanom 3abo-
neBaHus Habnogaetcs Gonee GbicTpoe
nporpeccupoBaHve n 0Gonee Tsxenoe
TeyeHne GonesHu. Yacto BcTpeyaeTcs
aKcoHamnbHasi CeHcopHasi HewponaTtus,
BbISIBIIseMas Npu anekTpodranonornye-
CKOM TECTUPOBaHUW; NpU BU3yanu3aumm
rofloBHOrO Mo3ra 0Obl4HO HabnogaeTcs
aTpouma Mo3xeuka U CTBOMa rofioBHOro
moa3ra [3, 8].

Mmnodgocdaremuyeckuii paxmT (doc-
dat anabet) — HacneacTBeHHas Tybyno-
natusa ¢ gedektom peabcopbumm doc-
cdaTtoB B MpoOKCUMMAarbHbIX KaHanbuax u
BblCOKas PE3NCTEHTHOCTb K OObIYHBIM
posam BuTamumHa D, cnepctBuem 4ero

aBngeTcsa runepdocdarypus, rmnodoc-
hatemus, knNMHMKa paxuta [6]. AkTyanb-
HOCTb M3y4eHust chocdatanabeTa cesaza-
Ha CO MHOXECTBOM HeEpELUEHHbIX Mpo-
6nem y nauMeHToB, CTPaZaroLLnX JaHHO
natonorven. OTKPbITEIMU OCTaKTCA BO-
npocbl AWArHOCTUKU, MeOUKaMEHTO3HOW
Tepanuu, gucnaHcepHoro HabnogeHus u
peabunvtaumm NaumeHToB Npu OCrOXHe-
HusAX [2]. HecBoeBpeMeHHasa anarHocTu-
Ka rmnodpocpaTteMmyecKkoro paxmra cBs-
3aHa ¢ GonbLMM CXOACTBOM KIMHUKM C
OPYrMMU reHETUYECKN AeTePMUHUPOBaH-
HbIMY METabOoNMUYEeCKUMUN HapyLUEHUAMMN
n 3aboneBaHVAMY MUHEpParibHO-KOCTHO-
ro obmeHa [1]. HeGonblioe KonmMyecTBo
nyGnukaumm ¢ KIMHUYeCKUMn npumepa-
Mu cpocchatamabera 3a nocnegHve rogpl
Takke NPMBOAMUT K NO3OHEMY BbISIBNEHUIO
[aHHOI NaTonornm B KIMHUYECKOW npak-
Tuke [4].

Martepuanbl M MeToabl Muccnepo-
BaHuA. bbina uccnepoBaHa cembs B.,
npuHagnexalias K SKyTCKOW 3THUYECKOMN
rpynne, NpoXxuBatoLlasi B CENbCKOM MecCT-
HOCTU, B KOTOPOW Obinn oBGHapyXeHbl
YBEMUYEHNS 4uUCna TPUHYKNEOTUOHbIX
(CAG) noetopoB A0 42 B O4HOM M3 arn-
nenen nokyca 6p21.3 B reHe aTakcuH-1
(ATXN1) »n peneums ak3oHa 15 reHa
PHEX.
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MeToapl uccnenoBaHus:

MonekynspHo-reHeTu4eckoe uccrne-
[OBaHWe Ansi onpeferneHns mMytauui B
reHax ATXN1 n PHEX;

1. MoHpeanbckas Likana OLeHKM
KOTHUTUBHBIX dpyHKUMI (MoCA);

2. locnutanbHasa wkana TpeBoru
n penpeccun (HADS);

3. Lkana oueHku pucka nageHum
Mopca;

4. Mopgenb pucka nageHus XeH-
apvika ll;

5. LLikana oueHkn 1 onpeaeneHus
ctenenu atakcum (SARA);

6. MarHuTHo-pe3oHaHCcHast TOMO-
rpacus;

7. Cnuporpadus;

8. PeHTtreHorpadus;

9. Buoxumnyeckne wmetogpl  uc-
crnefoBaHus.

Knunuyeckoe HabmodeHue. lMauu-
eHTka B., 43 nert, noctynuna B HeBpO-
noruyeckoe otgeneHve LleHTpa Henpo-
AereHepaTuBHbIX 3abonesaHun (LHO3)
SKyTCKOro Hay4yHOro LieHTpa KOMIJeKc-
HbIX MeguuUMHCKMX npobnem (AHLL KMIT)
B 2025 r. XXanobbl npu NOCTynneHuu:
LIATKOCTb M HEYCTOMYMBOCTb NMPU XOAb-
Oe, yxydweHue noyepka, HEYETKOCTb
peyu, peakve nonepxmBaHus TBEPLOW U
XNOKOW NULLIEN, CKOBAHHOCTb, cnabocTb
B HOrax, pe3ko CTaHOBSATCS «BaTHbIMUY,
06wy cnabocTb, MOBBILEHHYHD YTOM-
NSAeMOCTb, NEPUOONYECKNIN XXUOKNIA CTYI.

AHaMmHe3 Xu3Hu u 3abosiesaHusi:
nauveHTka B. pogunacbk 3-m pebeHkom
n3 4-x petenn. bonbHasa Obina BbiABNEHa
aBTopom B 2012 r. B cocTaBe Bble3AHON
Opuragel B JleHckuin paioH, c. TomnoH.
lMpn ocmMoTpe BbISBNEH HU3KUA POCT —
127 cm, BapycHas gedopmaumsa guadm-
30B GefipeHHbIX kKocTen (GonbLue cnesa),
YKOPOYEHME HWKHUX KOHeyHocTen. C
MOMEHTa CaMOCTOATENbHON XoAabObl B
[eTCTBE BO3HMKINN AedopMaLnmy Hor, He-
O[HOKpaTHO MPOBOAMIIOCH OnepaTuBHOE
nevexue c 1987 no 2004 rr. C anarHosom
«XOoHOpoAucnnasns», ycTaHOBIEHa WH-
BanuaHOCTb C AEeTCTBa.

Y nauMeHTkn OBOe CbIHOBEN, Y 060mnx
HWU3KMIN POCT, paxnTonogobHble n3meHe-
HMsA ckeneTa, AedopMaLmn KONMEHHbIX 1
rONEeHOCTOMHbIX CYyCTaBOB, BapyCHbIE Ae-
dopMaLmm HAXKHUX KOHEYHOCTEN.

Mo HanpaeneHutio Megnko-reHeTu-
yeckoro ueHtpa MAY PC (A) «PB Ne1 —
HauunoHanbHbIN LEHTP MeOuUVHbI VM.
M.E. Hwukonaesa» B 2015 r. BnepBble
Obina rocnutanuavposaHa B OIBY
«HMWL, aHgokpuHonorun» MuH3gpaBa
Poccun B 1. MockBe, rae 6bin ycTaHoB-
neH guarHos: E83.3 X-cuenneHHbln Oo-
MWHaHTHbIN runococdareMmyeckmin
paxuT. deneuna ak3oHa 15 reHa PHEX.
O-obpasHas gedopmMaums HUKHUX KO-

He4yHocTel (COCTOsIHME MOCne MHOro-
KpaTHbIX ~ OMepaTUBHbIX  KOPPEKLWUN).
ApTpO3 NEeBOro 1 NpaBoro KONMeHHbIX Cy-
ctaBoB. ComaTtuyeckasi HU3KOPOCIOCTb.
BTopuyHbIi runepnapatupeos. CHuxe-
Hue MIIK. Oednunt ButammHa D.

OwnarHos cdocdart-gnabeta noareepx-
OeH y ob6onx CbIHOBEN MOMeKynspHo-re-
HeTUYeCKUM MeTOAOM MCcCrneaoBaHus,
Takke Kak y matepu n ee cnbcos obHa-
py)XeHa reTepo3vrotHas Mytauusi — fe-
neumus ak3oHa 15 reHa PHEX.

B 2012 r. y naumeHTkm B. B moneky-
NsipHO-reHeTn4eckon nadopatopun Me-
[OUWKO-reHeTn4eckoro ueHTtpa Pecny6nu-
KaHckon GonbHuubl Ne1 6bin npoBedeH
aHanu3 [HK, BbisiBNeHO yBenuyeHve
yncna TpuHykneotuaHbix (CAG) nosto-
poB 00 42 B OOQHOM W3 annernen fokyca
6p21.3 B reHe atakcuH-1 (ATXN1), cum-
ntomoB CLUA1 B MOMEHT MccrnegoBaHus
He 6bIro.

HacnenctBeHHbI aHaMHe3 No runo-
docharemmuyeckomy paxuty u CLA1.
Ha puc. 1 npegcraBneHa pogocnoBHas
no obovnm 3aboneBaHnsiM naumeHTkn B.
HacnencteeHHoCTb Mo docdaTtanabery
OTAroLLeHa co CTOPOHbI MaTepu. MpobaHza
poaunace 3 peberHkom n3 4 geten. Bee
YeTBEPO CTpajalT HacneaCcTBEHHOM na-

B«

Tonoruen. lNpn reHeanornyeckom mccne-
JoBaHuy npobaHaa, BbISBMEHO, YTO M3
4-x cmbcoB, CTPaaaloT yka3aHHbIMU ABY-
Msi HacneacTBeHHbIMM 3aboneBaHusAMU
Tpoe: npobaHa 1 aBoe bpatbes (puc. 2).
Mpu aTOM, y CcTapLuei cecTpbl YyCTaHOB-
neHa Tonbko CLIA | Tuna, reteposunrot-
HOW MyTauum — geneumm ak3oHa 15 reHa
PHEX He obHapyxeHo. Y ocTanbHbIx 3-X
aeTten obHapyXeHbl napannenbHo ABe
MyTauMn B reHax, BbI3bIBAKOLLMX TUMNO-
docdaremmuyeckuii paxmt n CLIA1.

CewmeliHasa oTdaroweHHocTb no CLIA1
BbISIBIEHa MO OTLOBCKOW NuHMK. Y oTua,
B BO3pacTe 42 neT, oTMevanacb Liar-
KOCTb Npu xoabbe, HapyLLUeHne peyu, no-
cnegHvie 5 net ObIN NPYKOBaH K NocTenu,
T. K. HE MOT XOAWUTb MU3-3a LLIAaTKOCTU, yMep
B 67 neT oT acnMpaumoHHON MHEBMOHUN.
Co cnoB goyepwu, oty Obino npoBeaeHo
MOSEKYNSIPHO-reHeTNYEeCckoe TeCTUpoBa-
Hue, Obina obHapyXeHa MyTauusi B reHe
ATXN1 ¢ konnyecTBoM noBTOpoB 32/48.
Y oTua 6bina 6onbHa MaTb, ymepna B 55
neT, AnuTenbHOCTb 3aboneBaHus 15 ner,
Xoouna ¢ NoadepXKKOM M3-3a LLIATKOCTMU.
Otey Obin cTapwmm pebeHKoM B CeMbe,
13 8-mu cubCoB KOTOPOro, B HacTosiLLee
Bpemsi 2-e cubcos ctpagatot CLIA1, a 4
yMeprv oT AaHHOW NaTonornu.

: O m

)zq
om W mmele

:: ‘?Eﬂn

D suopossitowmma | sowesee cuar
O 370poBad KeHImMHA . Boasnbie CLIAL | !

runodocharenef

Puc. 1. PogocnosHas npobaHaa B.

Puc. 2. PeHtreHopramma cnbca npobarga B.
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Mpu ocmoTpe U oueHKe HeBpPOJIO-
rMYecKOro crtatyca BbISIBNIEHO Crieayto-
Lee: HU3Kku poct — 120 cm, ¢ BapycHoMn
gedopmMaumen HWKHUX KOHEYHOCTEW,
YKOPOYEHNE MPaBON HWXHEW KOHEYHO-
ctn Ha 1,5-2,0 cm, Bec 40 kr (puc. 3). Co-
3HaHWe sICHOEe, OpMeHTaUUsA B NPOCTPaH-
CTBE W BO BPEMEHM, B COOCTBEHHOMN
JNIMYHOCTU He HapyweHa. YH: o6oHsaHne
He HapylweHo, 3paykn D=S, doTopeak-
LM KMBasi, OrpaHNYeHnsl Nnornemn 3peHus
KOHTPOJSIbHO-CPaBHUTEMNBHBIM CMOCO60M
He BbISIBNIEHO, [BOEHNE He OEeCroKouT.
[BmxeHns rnasHblx S6MOK B MOSTHOM
obbeme. KoHBepreHuusi HegoctaTodHas.
TpuremMmnHanbHble TOYKM MpU Nanbnaumm
6e300ne3HeHHbl, YyBCTBUTEMLHOCTL Ha
nvue He HapyweHa. ACMMMETpUs Ho-
COryGHbIX CKIagoK Ierkasi, CcrnaxeHa
cneBa. A3blk nerkasi Aesnauuns Bnpaso,
uvula noaBwxHas, Bnpaeo. Peub crierka
M3MEHeHa MO TWUMy MO3XKEYKOBOW Au-
3apTpuun. Ouccbarus nerkas Xugkon u
TBEpAoM nuwien. MOToYHbIN pecdhnekc
YyTb CHWXeH. LLlenoTHyto peyb pasnuya-
€T, CreBa 1 crnpasa Ha paccTosiHumM 6 m.
DyHKUMM rPYANHHO-KITHYUYHO-COCLIE-
BUOHOW W TpaneumeBUOHOW MbIlL He
HapylweHbl. [lBuratensHas cdpepa: no-
XOAKa C LUMPOKO paccTaBrieHHbIMY Hora-
MM MO TUMY MO3IKEYKOBOWM aTakCcum C Mno-
MOLLIbIO [1BYX OMOPHbIX TpocTo4ek. Mbl-
LeYHbIN ToHyc: D=S, B pykax MoBbILLEH.
KoHTpakTypa KOHEYHOCTAX: B 0bnactu
Ta3obeapeHHbIX CycTaBoB C 06enx CTo-
POH, MNPV FOPU3OHTAINIBHOM MOMOXEHUN,
B 00NacTy KOMEHHbIX CYyCTaBOB COTHYTbI,
orpaHunyeHbl B ABxeHUN. Cuna MbliLL B
KOHEYHOCTSAX: B pyKax MPOKCMMarbHO [0
5,0 6, paBHble, anctansHo Ao 5,0 6, pas-
Hble, B HOorax npokcumansHo 4,0 6 paB-
Hble, anctanbHo 4,0 6. CyXoXunbHble
pedrneKkcbl C BEPXHUX U HDKHUX KOHEY-
HocTen: D=S, Bbicokue, ¢ paclumpeHnem
pedrnekcoreHHbix 30H. NaTtonornyeckue

Puc. 3. MNauyueHTtka B. TunuyHble nameHeHus
cKeneTa u HMXKHMX KOHEYHOCTEN Npu rmunodhoc-
daTtemMmnyeckom paxmTe
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CTOMHbIE 3Haku (-) ¢ ABYX CTOPOH. B nose
PombGepra ymepeHHas waTkocTb, yCunu-
BaroLlasaca npu 3akpbiBaHuu rnaa. Mane-
LleHOCOBY0 NPO6bI BbIMOMHAET C aTakcu-
€N C AOBYX CTOPOH, MSATOYHO-KOSNEHHbIE
nNpob6bl HE MOXET BbINOMHUTL U3-3a Ae-
dhopMauum HWKHMX KOHe4HocTel. Ha-
pyLueHMe rny6GoKon YyBCTBUTENBHOCTA B
nanbLax Hor u pyk HeT. HapylwieHue no-
BEPXHOCTHOW YyBCTBUTENBLHOCTU OOBLEK-
TMBHO He BbisiBMeHO. TazoBble PyHKUMK:
He HapyLUeHbI.

Pesynbratbl U obcyxaeHue. MoH-
peanbckas LiKana OLEHKN KOTHUTUBHbIX
dpyHkummn (MoCA)—30,0 6 (cooTBeTcTBYET
Hopme). locnuTanbHas LWwkana TPeBoru n
penpeccumn (HADS): Tpesora — 4,0 6 (co-
OTBETCTBYET HOpME), aenpeccust — 5,0 6
(CoOTBETCTBYET HOPME).

Lllkana oueHkn pucka nageHun Mop-
ca — 80,0 6, 4TO roBOPUT O BLICOKOM pU-
cke nageHun. Mogenb pucka nageHus
XeHgpuka Il — 5,0 6, Takke BbISBNSIET
BbICOKUA puck nageHus. LLkana oueHkn
W onpeneneHust cteneHyn atakcum Scale
for the Assessment and Rating of Ataxia
(SARA) - 16,0 6 (makcumym 40,0 6).

3akno4eHne MarHUTHO-pe30HaHCHOW
Tomorpacdun (MPT) ronoBHoro Moa3ra:
Npu3Haku nerkor aTtpodum Mozxedka u
CTBOMa rofIoBHOro mMoasra (puc. 4).

Mronbuatass  anekTpoHerpomMuorpa-
dwus, 3aknyeHue: npu  NpoBedeHUn
uronedaton OMI — m. neB., Vastus
lateralis, Femoralis, 12 L3 L4 — cnoHTaH-
Hasl akTUBHOCTb He BbIsiBEHa; MHTepde-
peHunoHHas AMI™ — TypHO-amMnnnTyaHOE
obnako pacTsHyTO Mo ropusoHTanu, oT-
Me4yaeTcs MOBbILLEHNe cpedHen 4acTto-
7ol MOE po 600/c; nccnenosaxne MNAE
— BbisBreHa llla AMI™ ctagus (mpomexy-
TOYHbIA TWN). B KNUHMYeckom acnekte
JaHHbIX 33 MEepPBUYHO-MbILLEYHOE, nep-
BUYHO-HEMPOHANbHOE HapyLUEeHUa He
BbISIBIIEHO.

Puc. 4. MPT-kapTrHa n3onmpoBaHHOM aTpormn MO3xedKa
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Cnmporpadmsi, 3aknoveHre: yMmepeH-
Hoe cHwxkeHune XKEJ. YmepeHHoe Hapy-
weHne BOJ1 no peCcTpuKTUBHOMY TUMy.

[Mo aHanu3am KpoBWM Yy MaUUEHTKN
TpOMOBOUUTONEHUS, NPU NOCTYNNEHUN —
11 *10 10 9/n, K BbINUCKE MOAHANOCH A0
74 %10 10 9/n; napaTropmoH — 27,2 nr/mn.
[OpMOHbI WMTOBNAHON XKenesbl: TTI-
020, T4cB-8,41, T3cB-3,12, aHTUTENaA K
TNO-34,6 ME/mn.

B cratbe onucbiBaeTca paHee He
OMUCAHHBIN KIMUHUYECKUIA Ccry4van, rae
COBMELLEHbl [Ba HAaCneaCTBEHHbIX 3a-
OoneBaHus, KOTOpble Nepedanvcb ayTo-
COMHO-OMWHAHTHbIM MyTEM OT poauTe-
newn, roe matb cTpagana runodocdare-
Muyeckmm paxuTtom, a otel, CLIA1. B pe-
3ynerarte, B 6pake ObInn poxaeHbl 4eTH,
cTpagatoLime obemMm HO30MorMsaMm of-
HOBpPEMEHHO. Y BCex CUOCOB NaLMeHTKM
cUMNTOMBI rmnodochaTtemmyeckoro pa-
XuUTa CTanu nposiBNATbLCA B AETCTBE, BCe
ObINV NpU3HaHbl MHBanNuA4aMuy ¢ SETCTBA.
CvmnTomsl xxe CLUA1 ctanm 6ecnokontb
B Bo3dpacte 39-40 net.

B pesynbrate aHanvMsa MonekynspHo-
reHeTUYECKUX METOAOB UCCreaoBaHUst
BbISIBMEHbI:  FETEPO3NroTHas  MyTauusi
— pgeneuust ak3oHa 15 OHK rena PHEX
M naTtorniormyeckasl 3KCrnaHcus B reHe
ATXN1 — 40 CAG noBTOPOB Kak y nauu-
eHTKkn B., Tak n y ee cubcos.

CumnTtombl CLIA1 nmosiBunuce y na-
umeHTkn B 40 net B 2021 r.: wWaTkoCcTb
npu xoabbe n HeyeTKoCTb peun. M3-3a
LIATKOCTU M OrPaHUYEHUsI OBUXKEHUN B
HOrax He MOXET CaMOCTOSATENIbHO Cry-
CTUTbCS MO JecTHuUe, MepeaBuraet-
csl Ha manble pacctosiHus. OTmevaet
yXyOLEeHNEe COCTOSIHUSI 3a MOCNeaHUN
roa, Ha 6onbLuMe paccToAHNS nepenBu-
raeTcsl Ha Komnsicke.

Oe6ior CLIA1 y crapwero 6Gparta u
CTapllen CecTpbl Takke MpOsSIBUNCS B
40 net. Y 6paTbeB BbisiBlieHa MyTauus B
reHe ATXN1 c naTonorm4eckon 3KcnaH-
cven 40 CAG noBTOpPOB.

[Mpu aToMm, y cTapLuer cecTpbl 0OHapy-
xeHo yBenuyeHne CAG nostopoB 29/42
B reHe ATXN17, HO He BbISIBNEHO MyTa-
LN reTepo3nroTHoOM MyTaumm — aeneuum
ak3oHa 15 reHa PHEX n HeT npu3HakoB
xoHapoaucnnasuu. B 1o e Bpems, oHa
COCTOUWT Ha y4eTe y peBmaTtorora ¢ aua-
rHO30oM: PeBmaTonaHbI apTpuT, ceporo-
3utuBHbIA, ALLIIM (?), no3gHaa ctagus,
HM3Kas akTuBHOCTb DAS28cp6-2,72,
3PO3MBHbIN apTPUT, PEHTreHonornyeckast
ctagus lll, ®K 1. YactnyHoe aHkunosu-
poBaHMe 00O0MX Iy4e3ansACTHbIX CycTa-
BOB. BTopuyHbin roHaptpuT lI-II.

Takum o6pas3om, yunTbiBasi CEMENHbIN

aHaMHe3, [aHHble MONEeKynsipHO-reHe-
TMyeckoro wuccriegoBaHns Ha CLIAT u
rmnodocaTteMNUECcKnii paxuT, OaHHble
HEBPOIOrM4YEeCcKoro cratyca U KInHude-
CKOro unccnenoBaHus Obin yCTaHOBMEH
3aKMYUTENBHBIN KNMMHUYECKUIA AMarHos,
ocHoBHoM: G11.2 — Mo3aHASA MO3XKEYKo-
Bas atakcus: CLIA1, ayTOCOMHO-AOMM-
HaHTHbI TUN HacnegoBaHus (MyTauus
B reHe ATXN1, noebiweHne CAG no-
BTOpOB 29/42), C MO3)X€4KOBO-NUpamMma-
HbIM, nerkum 6ynbGapHbIM CUHOPOMOM,
YMEPEHHOE MNPOrpeaneEHTHOE TeYeHue;
conytcteytowmn:  E83.3 - Hapywe-
HMUs obmeHa dhoccopa n ocdaras:
X-cuenneHHbI JOMUHaHTHbIN runodoc-
atemumyeckmin paxut. [deneumnsa sk3oHa
15 reHa PHEX. O-obpasHas gedopma-
UMST HUKHUX KOHEYHOCTEeNM (CoCTosiHMe
nocrne MHOrOKpaTHbIX  OMnepaTUBHbIX
Koppekuwuit). ApTpo3 neBOro M npaso-
ro KONMeHHbIX cycTtaBoB. Comaruueckas
HM3KOpOoCNocTb. BTopuyHbIn runepnapa-
TMpeos. CHmwkeHne MIK. Jednunt BuTa-
mMuHa D. BapycHas gedopmaumst HKHUX
KOHEYHOCTel (COCTOSHME Mocfne MHOro-
KpaTHbIX OMepaTuBHBIX Koppekuun). Ap-
TPO3 NEBOrO M MNPaBOrO KOMEHHbIX Cy-
cTaBoB. [lBosikoBOrHyTast gedopmaums
Ten Th5 (1 cT), Th6 (2 ct.), Th7 (2 cT),
Th8 (2 ct.), Th9 (2 ct.), Th10 (1 cT1.), L1
(1ct), L2 (1ctm), L3 (2cT), L4 (2 cT),
L5 (3 ct.) nossoHkoB. CuHgpom MM,
JleBOCTOpPOHHUI y3n0oBON 300, 3yTNPEOs.
D69.5 — BrtopuyHasi TpombouuToneHus
CMELLaHHOro reHe3a Ha poHe BTOPUYHO-
ro MMMyHoaeduumuTa TAXKENON CTENEHMN.
H52.2 — Acturmatuam: Npocton muonu-
yeckui acturmatumam OW.

3akntoyeHue. [lpeacraBneH cemen-
HbIl Criy4an BnepBble OMUCaHHOMO CO-
YyeTaHus ABYX reHEeTUYECKNX CUHOPOMOB.
B gaHHOM KnuHM4YecKoM onucaHumn aTa
HacneacTBEHHas NaTonornsi sBMAsnacb
OYeHb CIIOXKHOW 3aJadqen Ha aTtane gva-
FHOCTMKU B MpakTuKe Bpava-HeBporiora,
MOCKOMbKY pedKkoe codeTaHue ABYX Ha-
CneacTBeHHbIX 3aboneBaHui, U TO, YTO
CUMMTOMBI rmnococdaremmyeckoro
paxvta MOryT nepekpbiBaTb CUMMTOMbI
aTakcumn, YTO MOXET 3aTpPyOHUTb CBOEB-
PEMEHHYIO OMarHOCTUKY 3aboneBaHuii.
[aHHbI ceMenHbI criydan OOSMKEH Ha-
CTOPOXWUTb MEeOULMHCKY0 O06LLEeCTBEH-
HOCTb W OpraHbl 34paBOOXPaHEHUsT He
TONbKO JIEHCKOro pamoHa, HO U B LIENOM,
Pecnybnvkn Caxa (AkyTtusa), a Takke
HaMpaBuUTb YCUIUS MEAMLIMHCKOW opra-
HM3aLUMM Ha MPOCBETUTENLCKYID paboTy
cpeau Hacenewuss B obnactu Hacnepg-
CTBEHHbIX 3aboneBaHuin ¢ y4eTtoMm 61Mos-
TWUYECKMX BOMPOCOB, KOTOPbIE HEMPEMEH-

HO BO3HUKHYT MpU 0BCYXXOEHUN AaHHOMO
HanpaeneHVst MeLULMHBI.

Aemopsl 3as8n1g0m 06 omecymemeuu
KOHGbIIUKmMa uHmepecos.
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