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Moo HabnogeHnem Haxoaunncb cUOChbl C BblPpaXXeHHbIM
NporpeccunpyowmMmMm HenpogereHepaTuBHbIM 3ab0fieBaHNEM.

[MpobaHa, aesoudka 1993 r.p., oT nepBon GEpPEMEHHOCTH,
poaunack ¢ Becom 3250 rp., oueHka no wkane Anrap 7-9
bannos. [ebtoT 3aboneBaHna B BO3pacTe 6 MeT, Korga MmaTb
BnepBble 3aMeTnna npuxpamoiBaHue. Ha oHe
NporpeccnpoBaHns XpoOMOThbl, Y NpobaHaa NosiBUITOCh
CHUXEeHMe MHTENNEKTYyarbHOro pasBuUTusl, XoTa 4o 2 Knacca
OeBOoYKa XOpoLo yyunacek. [pucoeanHmnnmce
rmasogsuratesribHble HapyLleHusd, npobaHa nepecrana
CaMOCTOSATENbHO ABUraTbCA U Oblina BblHYKAeHa
nepeaBuratbcs Ha konsacke. C Bo3pacTta 24 net nosiBUInCb
CYOOPOXHbIE NAaPOKCU3MBbI.

Cubc-cecTtpa, pogmnnachk B cpok. 3abonesaHune
MaHundecTnpoBano B 4-neTHeM Bo3pacTe, CUMMNTOMbI Obifnn
TakKMMU Xe Kak y cTapliero cubca. B 22 roga Bo3HMK NepBbIn
CYAOPOXXHbIN NapOKCU3M.

O6a cunécbl Ha6naaTCa ¢ guarHo3om: HacnegcrBeHHoe
HenpoaereHepaTMBHOE Nporpeccupytollee 3aboneBaHne
LIHC B dpopme cnacTnyeckoro BblpaXkeHHOro TeTpanapesa,
BblpaXX€HHOW MO3XXE4YKOBOM aTtakCuun, AeMeHunmn, gucharum,
OV3apTpun, BblpaXKeHHbIX rnasogBuratenbHbIX CUHAPOMOB,
anMcuHgpoma.
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[pUHMMasn BO BHUMaHMS, YTO NPUYMHbLI 3aboneBaHus He
ObINKn yCcTaHOBMEHbI, CMOCbI MONy4Yany CUMNTOMATUYECKYHO
Tepanuio B Buae 60TynuHoTepanuu Ans yMeHbLIeHNS
CMaCTUYHOCTW, a TaKKe NPOTMBOINUIENTUNYECKNE
npenapartbil.

YunTtbiBasi paHHU 0ebtoT 3aboneBaHna U Hannyue gByx
cny4aeB C OQMHAKOBOW KNUHNYECKOWN KapTUHOW B CEMbE,
ObIfI0 pekoMeHaO0BaHO NPOBeAEHNE TEHETUYECKOTO
TECTUPOBAHUSA C LENbIO NOATBEPXKOAEHUS UM UCKITHOYEHUS
HacneacTBeHHOM Nnpupoabl 3aboneBaHus. B nabopatopuu
«['eHoaHannTKa» ObIfo NpPoBeAEeHO NOSTHOrEHOMHOE
CEKBEHMpOBaHKe, y ABYyX cMbcoB Obli BbISIBIIEH paHee He
OMMCaHHbLIN BapunaHT HyKNeoTuaHOW nocrieqoBaTenbHOCTU B
4 9k30He reHa FA2H B retepo3nroTHOM COCTOSIHUM,
NpUBOAALLMIA K 3aMeHe aMUHOKUCNOTbI B 169 no3numm 6ernka,
a Takke Mukpogeneums (NoTepsa B ydacTke XpOMOCOMbI
reHEeTMYEeCKoro matepuarna) Ha AfIMHHOM nrie4ye XpoOMOCOMbI
16, B kOTOpYtO nonagaet reH FA2H BapuaHTbl HykneotugHown
nocnegoBaTtenbHOCTU B reHe FA2H B roMO3UTOTHOM U
KOMMayHg, retepo3mMroTHOM COCTOAHMWN OMNUCaHbI Y
nauneHToB ¢ «AyTOCOMHO-PELLECCMBHOM CNacTU4eCcKom
napannerven 35» (Spastic paraplegia 35, autosomal
recessive; # 612319), 4to npeanonaraetr ayTOCOMHO-
PELIECCMBHbLIN TUM HacnegoBaHUA (3aknioyeHne Bpayva-
reHeTka KoxxaHosown T.B).
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depMeHT aHaonnasmMaTnyeckon CeTn 2-rmgpokcunasa
XUPHbIX KNEnoT (FA2H) urpaet BaxkHyto ponb B
obpasoBaHUn 2-rngpoKCUrNNKOCOUHIONUNNLA0B, OCHOBHbIX
KOMMOHeHTOB MmuenuHa. ledpuumt FA2H y mbiien npmsoant
K TSXKENOW LeHTparibHOM geMmennHmusaumum u notepe
aKCOHOB. Y ntogeun aT1o CBA3aHOo ¢ peHoTunamu
HenpoaereHepauum ¢ HakoMnyIeHMEM Xernesa B Moare
(HenpopereHepauums, cBs3aHHasA C r’MAPOKCUITA30M XKUPHbIX
kncrnot, FAHN), HacneagcTtBeHHOM cnacTn4eckou
napannerven (tmn HSP SPG35) un nenkoguctpoduen
(nenkogucTpodus co cnacTUYHOCTLIO U ANCToHMEN) (1).
ABTOpbI NpOBOAUNMY YriybneHHoe KinHn4eckoe u
PETPOCMNEKTUBHOE HENPOPU3INOIOITMYECKOE U
BU3yanusnpyrwlee nccnegosaHue B rpynne n3 19 cnyyvaes
c bmannenbHbIMU BapyaHTaMn HYKITEOTUOHON
nocnepoBartenbHocTn B reHe FA2H. FAHN/SPG35
NPOSsIBNSAETCA B paHHEM OETCTBE NPENMYLLIECTBEHHO
cnacTUYeCKMM TeTpanape3oM HMXKHUX KOHEYHOCTEN,
avnsapTtpuen, gucdarnen, Mo3xXKe4KkoBom atakCuen um
KOrHUTUBHBLIMW HapPYLLEHUAMMN, YaCcTO COMPOBOXAALWLMMNCSH
9K30TponMen n geuraTternbHbIMKU paccTponucTeamm (1,2).

BbisiBUB HEMpoOaereHepaTUBHOE 3a60eBAaHUe C
HOKOMJIEHUEM Xene3d, NOSABUIIACb BO3MOXXHOCTb
UCNOJIb3OBAHUSA XEJNIATHOMU TePAnunu, B TOM Uucne
AedbepUnpPoOHA U YHUTUONA, UTO MOXET CNOCO6CTBOBATH
BbIPA)X@HHOMY perpeccy CUMMATOMATUKU Y AAHHbIX
CU6COB.
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NMonHoreHoOomMmHoOe
CeKBeHUpoBaHUue

B nabopatopumn «feHoaHaNUTUKa»

Tpebyembln BapuaHT cpeaHen rnyobnHbl NOKPLITUS:
30X, 50X, 100X.

NHTepnpeTaumns Kaxxgoro nccrenoBaHus
OCYLLECTBNSETCSH KOMaHAOU cneunariucToB.
Bo3mMoxHa onnaTta B pacCpo4Ky unm vyepes
onarorBopuTenbHbIN (hoHA,.

BecnnaTHas Bblga4ya CblpbiX AaHHbIX.

PaboTbl NpoBOOATCA B COOCTBEHHOM
nadoparopumn.

Hawe nccnegoBaHue OCTYNHO AN NAUUMEHTOB NO
Bceu Tepputopun PO,

CekBeHupyem c 2007 roaga.
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