XapakTepHCcTHKA 0TAAJIEHHbIX
pe3yasTaTos IIKII y 6oabubIx LTI
B 3aBUCHMOCTH OT HCXOJHBIX MOKAa3aTeei
KPOBOTOKA 110 BOPOTHOM BeHe

Usyue- Pesynbrars! [TKI
Kom- | s
Ipyn-| Bo ot VYnosne-| Heyno-
na | 60ib- TBOpPHU- | BIETBO-
aprx | TCHHOM | Tenb- | pUTenb-
Nepuosie( guie HbIE
1 7 4 - 4/0
2 16 13 2/6 4/1
3 26 24 2/15 4/3
Bcero| 49 41 4/21 12/4

[Ipumeuanue. B uncnurene yka3aHo koiauue-
¢TBO O00sbHBIX ¢ ToTanbHbIM [TKIII, B 3HAME-
HaTeJe — C MapUUaTbHBIM.

BnaronpusiTHLIM 1 NONyYeHbl YAOBNETBO-
puTenbHble pesynbratbl. Y 60MbHbLIX CO
cpegHumn nokasatenamu OlK (12) Ha-
ontoganu kak nonoxuTenbHble (7), Tak u
oTpuuaTenbHble pesynstathbl MKLW (5).
3aBMCMMOCTb OTAANEHHbIX pe3ynbra-
ToB KL 0T ncxogHoro BOpOTHOMO KPOBO-
ToKa oueHunu y 41 6onbHoro (tabn. 5).
Y BCex 60MbHbIX C HU3KUM KPOBOTOKOM
(4) oTmeueHbl HeyOOBNETBOPUTENbHbIE
pesynbTatbl onepaumn. M3 13 GonbHbIX
CO CpedHUMK MoKa3aTensmy KpoBOTOKa
Nno BOPOTHOWN BEHE YAOBNETBOPUTENbHbIE
pesyneratbl 6bINM nomny4yeHsl y 8. U3 24
6onbHbIX ¢ kpoBoTOokOM 1000 MA/MUH 1
Bbile Griaronony4Hbin ncxod MKL nmen
MecTo y 17. OCHOBHOM NPUYNHON HEYado-
BMETBOPUTENbHBIX Pe3ynsratoB B OTAa-
neHHoM nepuope bbina sHuedanonatus

YK 616.366-003.7-089

PasnM4HON CTEMEHN BbIPAXEHHOCTY, KO-
Topasi obycrnoBneHa pasBuTMEM TOTarb-
HOrO LUYHTMPOBAHMSA U MOMHbIM Npekpa-
LLleHneM BOPOTHOIO KPOBOTOKA.

Kak nokasan aHanus, B OTAaneHHOM
nepvoge 6narononyyHoe TevyeHue OT-
metunu y 21 (61,0%) 6onbHoro, npenvy-
LECTBEHHO MpW MNapunanbHOM LUYHTU-
poBaHUW, N NULLb Y 4 — NpU TOTarNbHOM).
HeypoBneTrBoputenbHble pe3ynesraTbl
onepauun nony4veHbl y 16 GonbHbIX, B
OCHOBHOM npu ToTanbHoMm [MKL (75%),
y 4 Habnogany HebnaronpUATHbIV NCXOA,
nocrie napumanbHOro LUYHTUPOBaHWS,
4YTO, Ha Haw B3rMag, 6bino obycnos-
FIEHO WUCXOQHOW BbICOKOW aKTMBHOCTbIO
naTonornyeckoro npouecca B MNeYEHW,
A0Ka3aHHOW npu Mopdonornyeckom uc-
crnefosaHun.

Takum obpasom, aHanus3 pesynLTaToB
Gnuxanwero 1 oTAaneHHoro nocrneone-
pauUMOHHOrO nepuoga nokasari, YTo Hu3-
KMe uCXoaHble napameTpbl BOPOTHOrO
KpOBOTOKa SABNSOTCA KpanHe Hebnaro-
NPUSATHLIM MPOrHOCTUYECKUM MPU3HAKOM
npu BbinonHeHnn MKLWU. Yem Huxke no-
Kasatenu [0OonepaLMoHHOro BOPOTHOIO
KpoBOTOKa, TeM Oorblle BeposTHOCTb
nonyynTb MOMHOE MpeKpalleHne Kpo-
BOTOKa MO BOPOTHOW BEHe, CreAcTBUMEM
Yyero sBMsieTCst TOTalnbHOE LYHTUPOBa-
HMe, KOTOpoe B Hawwux HabmogeHusax
Aano 6omnbLUON NPOLEHT HeyaoBneTBo-
pUTENbHBIX PEe3ynbLTaToB U BbICOKYO ne-
TanbHOCTb. [lapumanbHoe LWyHTUpoBa-
Hue y 6onbLlumHcTBa 60NbHBIX NO3BONSAET
n3bexarb pas3BUTUA OCIOXHEHWUIN U pPexe
OKasblBaeT oTpuuaTenbHoe BRUsiHWE Ha
dyHKUMIO neveHn. Huskme poonepauu-

4 2012 (N4

OHHblEe MoKasaTenu KpoBOTOKa Mo cob-
CTBEHHOWN neveHouvHon aptepum n OlK
Takke 3HAYUTENbHO MOBbLILAT PUCK
pasBUTUS TOTasNbHOrO  LUYHTMPOBaHUS,
KoTopoe B 6omnblUMHCTBE HabMnwoaeHWU
NPUBOOUT K NEYEHOYHON HELOCTaTOYHO-
CTU 1 3HLedbanonaTMm B nocrneonepawm-
OHHOM nepuoge.
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H.B. Axkosnesa, ®.A. [lnaTtoHoB

CMMHOLUEPEBEINAPHAA ATAKCUA
1-ro TUNA: HABNIOAEHUE CEMbMU C
rOMO3NUTITOTHbIM HACNEOOBAHUEM N'EHA

MpoBeneHo KNMHWKO-reHeanornyeckoe obcnegoBaHne cembh ¢ 5 6onbHbIMKU cnbcamu, rae oba poauTens crtpagany cnnHouepebennspHon
atakcuen 1-ro Tuna. ¥ Bcex natepbix geten (cMbcos) No pedynsrataM reHeTUYeCcKoro TeCTMpoBaHUs BbisiBneHa MyTtauus B reHe SCA1 Ha KOPOTKOM
nne4ve 6-1n XpOMOCoMbl. Pe3dynbraT KonMYeCcTBEHHOIO aHanm3a MyTupoBaHHoro reHa SCA1 cpeau cnbcoB BbISIBUN ABE FOMO3UTOThI.

KnioueBble cnoBa: cnmHouepebennspHas atakeus 1-ro Tmna, roMosuroTbl.

Clinical-genealogical observation of a family with five sick siblings where both parents suffered from spinocerebellar ataxia type 1 was carried
out. In all five children (siblings) on the results of genetic testing a mutation in SCA1 gene on chromosome 6p was revealed. The result of the
quantitative analysis of the mutated gene SCA1 among siblings revealed two homozygotes.

Keywords: spinocerebellar ataxia type 1, homozygotes.

AxTyanbHOCTb.
cnuHouepebennspHble

HacnepctBeHHble
nereHepauuu

HWW 3poposbss CB®Y um. M.K. Ammocosa:
AKOBJIEBA Hartanbs BnagumupoBHa -—
M.H.c.; MITATOHOB ®epop AnekceeBuY —
O.M.H., 3aB. OTOEMNOM.

SBNSATCA ObICTPO MPOrpeccupyoLwnm
JereHepaTvBHblM  3aboneeBaHnem  C
ayTOCOMHO-AOMWHAHTHbBIM TUNOM Hacne-
OOBaHWsI, Nopaxawllym npexae Bcero
KOOpAMHaUMIO OBWKEHWUA, BCrneacTBue
yero 6omMbHbIE OKa3bIBAOTCS MPUKOBAHbI
k noctenu [1]. Hanbonee pacnpocTpa-

HEHHOM BO BCEM MMVpE SIBMSIETCS CMu-
HouepebGennspHas atakeus 1-ro Tuna
(CLUA1) [2]. YacToTa BCTpeyaemocTu
CUA1 konebnetca ot 1 go 10 Ha 100
TbIC. HACENEHWs, OAHAKO B  OTAENbHbIX
pervoHax Habnogaercst X BblCOKOe Ha-
konneHve. B Poccun Takum  permoHom
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agnsetca Akytus [3], roe 3abonesaHune
CUA1 cpegn nonynsumm skyTtoB (382,3
TbIC. Yern.), MPOXMBaBLUMX B TeYEHWe
ONUTENBHOTO BPEMEHW B YCIOBUSIX reo-
rpadmyeckort U OTHOCUTENBHON ITHUYE-
CKOW M30MMPOBAHHOCTU, JOCTUITIO BbICO-
KOro ypoBHsi HakonneHus — 38,6 Ha 100
TbiC. Hacenexus [4]. B cBoto ovepefb, B
AkyTnn MMeeTcsa Tpu pernoHa Hambonb-
LWero HakonneHuss 3aboneBaHus: ce-
BEPHbI — BaCCeNH HDKHEro TeYeHus p.
MHaurmpka, ueHTpansHbin — Tepputopumn
JleHo-AngaHckoro mexaypedbsi, U toro-
3anagHblil — GacCenH BEPXHUX TeYeHul
pek Bunion u Jlena [4]. Tlo Tuny reHeTu-
yeckoro gedekra 3aborneBaHne OTHOCUT-
Cs1 K Knaccy MyTauui — SKCnaHCcumn HecTa-
OUNbHBIX TAHAEMHbIX TPUHYKINEOTUAHbIX
noBTopoB. KnwuHuyeckas peanusauus
[aHHOro BMAa MyTauuil B OHTOreHese
B OMpedeneHHon CTEeneHn 3aBUCUT OT
CTeMneHn SKCMaHCUM TPUHYKNEOTUOHbIX
CAG-noBtopoB.  deHoreHoTUNMYeCKas
CBSA3b B 3a00NeBaHusIX, BbI3BAHHbIX He-
cTabunbHbIMY TpUHYKNeoTuaHbIMN CAG-
NOBTOpPaMK1, HECOMHEHHO, B onpeaeneH-
HOW CTeneHu onpeaensieTcs ocranbHbIM
FeHOTUMOM, XapaKTepHbIM Kak And oT-
OenbHOro uHaMBMAa, Tak U Ansg otaenb-
HO B3ATON nonynsiuun B uenom. OTKpbI-
TME [OaHHOro Kracca MyTauui B reHax
MO3BOSINIO CO34aTb MONEKYNSAPHYO 6a3sy
ONS NOHUMaHUSI MEX- U BHYTPUCEMENHO-
ro KMMHUYECKOro nonumopdguama, Takmx
N3BECTHbIX KIMUHWUKO-TEHETUYECKMX pe-
HOMEHOB, KaK aHTuMuMnauusi, UMMpUH-
TUHI, «napagokc Lepmana». Wccnepo-
BaHUS B pPa3fNyHbIX reorpaduyeckmnx
30HAX M 3THUYECKUX rpynnax BbIABNSAOT
Hann4me pasHoobpasnsi B CTPYKType Ha-
CNeACTBEHHbIX MO3KEUYKOBbIX aTakCUM Mo
reHeTndecknm Tunam [2-5].

B knvHu4eckon npakTuke KpanHe pea-
KO BCTPEYaeTCs rOMO3UIOTHOE HOCUTESb-
CTBO MYTaHTHOro reHa. B nuTepatype
ONUcaHoO BCero Heckomnbko cny4vaes. Kak
npasuno, Bo3pacT GOMbLHOIO K BPEMEHU
MaHudecTaumm npusHakoB 3abonesa-
HMUS B Cryvasix Hanuynsi roMO3WUroTHOTO
COCTOSIHUSI MAaTONIOrM4ecKoro reHa cooT-
BETCTBOBan pasmepy Ooree ANUHHOIO
annens.

MeTtoabl u martepuanbl. Hamn wuc-
cnefoBaHbl KIMUHUYECKNE NPOSIBNEHUS Y
OBYX NpeAcTaBUTENEN CEMbU, OTSATOLLIEH-
Honm no CUA1 (puc.1). KonnyecTBeHHbIN
aHanm3 myTupoBaHHoro reHa CLIA1 npo-
BOAMNCS B nabopatopun KIMHWYECKON
HelporeHeTMkM HaumoHanbHOro WHCTU-
TyTa HepBHbIX 6onesHeln HaunoHanbHbIX
nHcTutyToB 3a0poBbs (NIH/NINDS) CLUA
metogom GeneScan.

KnuHuyeckoe HabntrogeHue 60nbHOM
M. 1970 r.p. OcmoTpeHa Hamu B Bo3pacTe
41 roga. Pognnack TpeTbMM pebGeHkoM B

Marsb (1944-1985 rr.)

Oretr (1940-2009 rr.)

1:1 1:2 11:3 11:4 II:5
. 1968 r.p. Cp. 1969 r.p. M.1970r.p. H.19731p. Cm 1975rp.
TOMO3HUIroTa reTepo3urora TOMO3HMIOTa TETEPO3UIroTa HE MPOBEACHO
48-56 30-55 48-55 28-50
B. 1992 rp. A. 1991 rp.
TeTepo3nroTa
44 -26

Puc.1. leHeanormyeckoe apeso ceMbu C

ceMbe, BbilNa 3amyx B 21 rog v poguna
nouyb. M3 aHamHesa 3abonesaHus: lMep-
Bble Npu3Haku 6GonesHyu nposiBUNUCHL B
Bo3pacTe 30 ner, korga Havana otMevarb
LWaTKoCTb Npu xoabbe, 6onmn n cnaboctb
B HOrax, U3MEHMIICS NOYepK 1 Npu yToM-
NEeHNV NoSABNSANach HEBHATHOCTb peyn. B
2001 r. 661N nabopaTopHO NOATBEPXKAEH
aunarHos CLIA1. B 2003 r. kK KnHWKe npu-
COEOVHUNNCb HACUbCTBEHHbIN NOBOPOT
ronosbl, 60nu B LWENHOM OTAENEe, pBOTA U
3aTpyaHeHue rmotanus. C 2009 r. npuko-
BaHa K nocTenu ns-3a nepenoma 6egpeH-
HOW KOCTW. HeBporormyeckun crartyc
nocne 11 net ot Hayana 3aboneBaHus:
OO6lee cocTosiHMe cpedHel CTeneHu
TSDKECTU, No 3aboneBaHuto Tsxenoe. No-
noxeHue BbIHYXaeHHoe. Popma yepena
ob6blyHasg, pybuoB, fgedekToB B obnactu
ronoBbl HeT. CosHaHue scHoe. Opwm-
€eHTMpyeTCcsl B COOCTBEHHOM INMYHOCTW,
BPEMEHM U MNPOCTPAHCTBE MpPaBUSIbHO.
[MamATb U BHUMAHUE HECKOIbKO CHUXe-
Hbl. Peub ausapTpuyHasi, ¢ anemeHTamu
CckaHOoupoBaHHas. 3anaxu pasnuyaer
nnoxo. 3peHune cHmkeHo OU. Mpsimas n
COAPYXECTBEHHAsA peakunsi 3padvkoB CO-
xpaHeHa. Peakums .
Ha  akkomogauuio |
coxpaHeHa. [Bu-
XeHne rmasHbIX
AGNOK  orpaHN4yeHo
BBEPX W BMpaeo,
He KOHBEPrupy-
eT. Hucrarma Het.
YyBCTBUTENBLHOCTb
niua  coxpaHeHa.
PoroBunyHbin  ped-
NEKC COXpPaHeH C 2
CTOpOH. MeHee veT-
KO BblpaXkeHa HOCO-
rybHas ckrnagka

cnpaa. Cnyx coxpaHeH. [1ogBMXHOCTb
msrkoro Heba cHwxeHa. lonmoc oxpwu-
nnein ¢ npugbixaHuem. [loBopoTbl ro-
NOBbI OrpaHWYeHbl BreBO, Hasag, Bne-
ped. [pyavHO-KM4YMYHO-COCLEBMAHASA
MbILLILI@ HEMHOrO aTpodupoBaHa, cuna
cHmwkeHa S>D. Cuna TpaneuveBuaHOMN
MbILWLbl CHWXeHa. ATpodun n dacum-
Kynsiuum A3blka He BbISBNEHbl. ACTasus.
Aba3uga. lManbueHocoBasi npoba C WH-
TEHUMOHHBbIM [pOXaHWeM C 2 CTOPOH.
MaToyHo-koNeHHast npoba C MHTEHLMOH-
HbIM OpOXaHMem U MumononagaHvem ¢
2 CTOPOH. MbIlWEYHbIN TOHYC B KOHEY-
HOCTSIX HU3KUA. MblWLbl KOHEYHOCTEN
aTpocmpoBaHbl  (puc.2).  MblweyHas
CWna CHMXEHa B KOHEYHOCTSIX, B pyKax —
3 6anna D=S, B Horax — 2 6anna D=S.
MaccuBHble OBWXKEHUS B TEBON Hore
orpaHnyeHbl, 6onesHeHHbI, KOHTpPaKTypa
KONeHHoro cycraBa cnesa. Bubpaum-
OHHOE U CYCTaBHO-MbILLIEYHOE YYyBCTBO
coxpaHeHo. TemnepaTypHasi, MNoOBepXx-

HOCTHasi OoneBasi U TaKTUMbHast 4yB-
CTBUTENMBHOCTb COXpaHeHbl. Cyxoxunb-
Hble pedeKkcbl C PyK Y HOM OXWBMEHbI.
Axvnnosbl pednekcel HU3kune. Pednekc

Puc.2. bonbHas M. ATpodus MblLLLL KOHEYHOCTEN



BabuHckoro — oTpuuaTenbHbIi. JTOOHbIX
3HakoB HeT. Kuctesonm Pocconmmo D=S.
MeHUuHreanbHbIX 3HaKOB HET. V KNuHu4Ye-
ckas ctaaus 3abornesaHus.
KnuHunyeckoe HabnoaeHue 60nbHON
Cn. 1975 rp. OcmoTpeHa Hamu B BO3-
pacte 35 ner. MNartbii pebeHok B cembe,
He 3amyxeMm, getein HeT. M3 aHamHesa
3aboneBaHus: cymTaeT cebsi 6onbHOW C
31 ropa, Korga Havana oTMevaTb Hapy-
LIEeHNe KOOpAUHaLUW, HEeYCTOMYMBOCTb
npu xoabbe, nolwlatbiBaHWe, MageHus
npv nepenBwxXeHnn, N3MeHeHne romnoca.
CassbiBaeT ¢ nepeHeceHHon UMT B 2004
r. B 2007r gnarHo3 CLIA1 nogTBepxaeH
na6opatopHo B MK HLIM. Hespornoru-
Yyeckui ctatyc nocrne 4 nert ot Havana
3aboneBaHus: OOGLLee COCTOSIHNE OTHO-
CUTENbHO YOOBMETBOPUTENbHOE, MO 3a-
OoneBaHUI0 cpefHen CTeneHun TSHKECTU.
dopma 4yepena obbivHasi, pybuos, ae-
dekToB B 06nactu ronosbl HeT. Co3Ha-
Hue sicHoe. OpueHTupyeTcs B coGCTBEH-
HOW NINYHOCTU, BPEMEHM U NPOCTPaAHCTBE
npaesunbHo. lamATb M BHUMaAHWE He-
CKOIMbKO CHWXEHbI. Peub ausapTpuyHas.
Banaxu pasnuyaet. 3peHne coxpaHeHo
OU. MNpsimas 1 cogpyXecTBeHHas peak-
LS 3payvkoB coxpaHeHa. Peakuus Ha ak-
Komogaumo coxpaHeHa. CrnabocTb KOH-
BepreHumun. Pacxogsawminics cTpabusm
3a cyet OD. [BmkeHne rnasHbix s6mok
OorpaHn4YeHo BBepx U Bneso. Huctarma
HeT. YyBCTBUTENBHOCTL NMLA COXpaHe-
Ha. PoroBu4HbIN pedrekc coxpaHeH ¢ 2
CTOPOH. Jlnuo cummeTpuyHoe. Cnyx co-
XxpaHeH. Msirkoe Hebo noaBwkHO. onoc
oxpunnbiid. Cuna  rpyguHO-KIHOYUYHO-
COCLEBMOHOM MblLLbl COXpaHeHa C 2
cTopoH. Cuna TpaneuneBUaHON MbiLLbl
coxpaHeHa. ATpodumn 1 acumkynaumm
sa3blka HeT. MNanbueHocoBas npoba ¢ UH-
TEHUMOHHBbIM OpOXaHUMeM ¥ MumMorona-
AaHveM C 2 CTOPOH. lMATOYHO-KOneHHas
npoba ¢ MHTEHUMOHHbIM ApoXaHueM U
MuMMononagaHuem ¢ 2 cTopoH. B nose
PombGepra He ycTonumBa, nagaert Ha3ag.
MbILEYHBIN TOHYC B KOHEYHOCTSIX COXpa-
HeH. ATpodusa MbILL, KOHEYHOCTEN Bbl-
paxeHa gucransHo (puc.3). MbiwedHas
cuna B KOHEYHOCTSAX: B pykax — 5 6annos
D=S, B Horax — 4 6anna D=S. AKTUBHble
M MacCUBHbIe OBWXEHUS B KOHEYHOCTAX
coxpaHeHbl. BubpaunoHHoe 1 cyctaBHo-
MbILLEYHOE YYBCTBO COXpaHeHo. Temne-
paTypHasi, noBepxHoCTHas GoneBasi u
TaKTUINbHasi YyBCTBUTENbHOCTbL COXpa-

Puc.3. bornbHaa Cn. OucTtanbHas aTpodus
MbILLILY,

HeHbl. CyxoxunbHble pednekcol C pyK u
Hor oxwuBrieHbl. CnoHTaHHbIN pednekc
BabuHckoro ¢ 2 cTtopoH (puc.4). NobHbIx
3HaKoB HeT. lMaTonornyeckne pednekcol
He BbI3biBatoTcs. |l knuHMyeckas cragus
3aboneBaHus.

3akntueHune. B gaHHoM cembe oka-
3anucb GonbHbl BCe CMOCHI, NpU 3TOM
OBOE U3 HWX WUMEMU FOMO3UFOTHOE HO-
CUTENbCTBO MAaTOMOrM4YEeCcKoro reHa, 4To
KOCBEHHO YyKasblBaeT Ha AnuTernbHOoe
pacnpocTtpaHeHne B reHodoHae. Bos-
pacT MaHudecTaumMm npusHakoB 3abo-
neeBaHuss y o6cnenoBaHHbIX GOMbHBIX
cootBeTcTByeT konuyectsy CAG noBTo-
pPOB B MyTMPOBaHHbIX annensx. YcTaHoB-
TNEHHbIE B pe3ynsraTe HEBPOOrMYeCcKoro
VNCCNEAOBaHUS KITMHUYECKOW BbIpaXeH-
HOCTK 3aboneBaHus Aanu BO3MOXHOCTb
CyauTb 06 OCHOBHbIX HEBPOIOrMYECKUX
npu3Hakax MopaxeHns, ANUTENbHOCTH
TEYEeHUs U CTeneHu MNporpeccupoBaHns
naTonornyeckoro npouecca y 60mnbHbIX K
MOMeHTY obcrnenoBaHus.
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