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BBenenne:  boxosou  amuompoguuecxuti
CKepo3 (FAC) - XPOHHYECKOE
nporpeccupyromiee  3a00JeBaHUE HEPBHOU
CHCTEMBI,  OOYCJOBJICHHOE  IOPaXKCHUEM
CETMEHTAPHO-SIICPHBIX MOTOHEHPOHOB
CIIMHHOTO MO3Ta M MO3TOBOTO CTBOJA, a
TAKXKE KOPKOBBIX JBUTATCIBHBIX KJIETOK.
3abosieBanre B IIOJABIIIONIEM OOIBITNHCTBE
CIIy4aeB PETUCTPUPYETCS KaK CIOPAJANICCKOe
U BCTpEYaeTcsi C OJWHAKOBOM YacTOTOM B
pa3NuuHBIX Teorpaduuyeckux 30Hax (2-5
ciydaeB Ha 100000).B 90% cinyuaece BAC
HOcHT criopagudeckuii, a B 10% - cemeiinbrit
WIH HAaCJIEJCTBCHHBIH XapakTep Kak ¢
ayTOCOMHO-IOMUHAHTHBIM

(mperMyIIECTBEHHO), TaK W C ayTOCOMHO-

peLEeCCUBHBIM TUTIAMH HacJIeq0BaHUsI.
Knunnyeckne u  maromopdosioruyeckue
XapaKTEPUCTUKU CEMENHHOro u
CIIOPaAUYECKOro BAC MPAKTUYECKHU
UACHTUYHBI [1].

Yacrora:

—-H3 100 000 wmacenennss BAC
CTPAJaIOT OKOJIO TSATH YEJIOBEK;

- B cpemnem peructpupyercs OIUH
HOBBIN ciayuyait Ha 100 00OuenoBex
HaceneHus B roi. [Ipeobnamaromuii
Bo3pact 40-60:eT;

— CpenHuit BO3pacT Hayaja
3abosieBaHus - 56 ner;
— Beposrnocts BO3HUKHOBEHUS

YBEJIIMYUBACTCS c BO3PacTOM.
[Ipeobmagaromuii mon - MYKCKOMH
(1,5-2:1) [7].

Knaccudukarus:

— Cnopagnueckuii  BAC, wnaubornee
yacras popma 3a00JIeBaHUS;

— Cewmeitaniii  BAC - 3a0oseBanue,
KIHHUYECKHU moJ00HOE
criopanuueckum ¢opmam BAC - 5-
10%cny4aes;

— Kommuieke octposa I'yam (KoMIuiekc
BAC-neMeHIUSA-TADKUHCOHU3M) -
penkuit cunapom, monodueiii BAC,
Kak mpaBwiao (HO He BCeria),
CBSI3aHHBI C MAPKUHCOHU3MOM U
nemennueri. OTHOCUTEILHO YacToO

BCTpEYAcTCs y KOPEHHOI'O
HaCEJICHUs THXOOKEaHCKOI0
ocrposa [ yam.

[To npenMyIIeCTBEHHON JTIOKAIM3ALNHT
MOPAKCHUSI PA3JIHUYHBIX MBIIICYHBIX TPYIIIT
BBIZICIISIIOT ~ cieaytomue (GopMbl  OOKOBOTO
aMHOTPO(PHUECKOTO CKIIepO3a:

— meiHo-rpynHas  ¢opma  (50%

CIIy4acB);
— Oyns0apHas popma (25%ciyuacs);
— MOsICHUYHO-KpecTioBas ¢Gopma (20

— 25%cnyuaeB);
- BbIcoKast (uepeOpanbhas) dopma (1
— 2%).
Cnopaouuecxuti BAC
1. Knaccuueckuit BAC
J1e010ThI:
—  OynbOapHBIi
—  IICWHBIA
— TpyAHOI
—  TOSICHUYHBIN
- muddy3HbIIT
— pecnupaTOpHBII
2. Tlporpeccupyromuii OynbOapHBIH
napanud
3. Ilporpeccupytomias  MbIIeYHas
arpodus

4. TlepBuuHBIii OOKOBOM CKJIEPO3

Cemetinoiti BAC
1. AyTOCOMHO-JOMUHAHTHBII
—  aCCOIIMUPOBAHHBIN C
MYTalUSIMHA
CYMEPOKCHITUCMYTa3bl
(COnA-1)



- 06e3 wmyrammum  COJ-1
(MyTamuu JApyrux T'€HOB,
TeHETUYECKUN nedeKT He
H3BECTCH)

2. AyTOCOMHO-PEIECCUBHBIH

—  aCCOIMUPOBAHHBIN C
mytarusimu CO/I-1

— gpyrue (GopMmbl (Bcero
u3BectHo 10 noxycoB
CIIECTIIICHHSA)

3. 3amaTHO-TUXO00KEAHCKHUI KOMITLJIEKC
BAC-napkuHCOHU3M-IEMEH NS

Cpenu cemeitubix ¢opm BAC wame
BCTPEYAETCSl ayTOCOMHO-IOMHHAHTHBIN THII,
KIIMHUYECKU HEOTJIMIMMBIi oT
CIIOpaYECcKUX ciIyvaeB. B Hacrosimee Bpems
UJACHTU(GUIIMPOBAHbI  JIBA  TI'cHa: T'eH
IIUTO30JIEHOM CYNEPOKCUITUCMYTA3bl
(MyTaruu 3TOro TeHa BBISBJICHBI IPUMEPHO B
20% ceMeiHBIX CiIydaeB) W T€H THKEIOTO
Oenka HeWpo(UIAMEHTOB, IPYrHe TeHbI MOKa
HE YCTaHOBJICHBI.

3abosneBaHue C ayTOCOMHO-
peIeCCUBHBIM TUTIOM HaCJIeTIOBaHHUSI
HAYMHAETCS B JIETCTBE M MPOTPECCUPYET
ME/IJICHHEe, 4YeM TIpU CHOPAJAUYECKHX U
ayTOCOMHO-TOMHUHAHTHBIX  ¢opmax BAC.
KaptupoBanbl nBa reHa: B cermente 2033 u
Ha JUIMHHOM 111e4e 1541 XpoMOCOMBI.

C  OOKOBBIM  aMHOTPOPUUIECKUM
CKJIEPO30M CXO/IHA ere oJHa
HaCJIe/ICTBEHHast 00JIe3Hb MOTOHEHPOHOB C
MO3JHUM  HadainoM -  X-CIerJIeHHas
OynpOocnuHampHas aMuotTpodus (CHHIPOM
Kennenu), uto tpeOyer nuddepeHInanbHOMI
JMAarHOCTHUKH.

DTHOJIOTHS CTIOPATUIECKON (HOPMBI
BAC neussectna. [1o xony pa3surus
3a00JIeBaHUs TPOUCXOIUT JIETCHEPAITHs
MOTOHEWPOHOB TOJIOBHOTO (B KOpPE M CTBOJIC)
U CITUHHOTO (B MEPEJHUX porax) Mo3ra u ux
aKCOHOB (B COCTaBe KOPTUKOOYIILOApHBIX,
KOPTHUKOCIIMHAIBHBIX TPAKTOB U
nepudeprueckux HepBoB). B matorenese
3a00JIeBaHUs MIPEAIONIATAIOT POJIb TIIyTamMara
[2].

Onucano  Gomee 50  wmyranui,
BBI3BIBAOIINX  cemeitnbie ¢opmbl BAC, B
reHe, KoaupymwomeM oOpa3oBaHue (epmeHTa
Cu/Zn  cymepokcummucmyrtassl  (COJI-1,
aokyc 21022.1-922.2).B mopme COJI-1
WHTUOUPYET WHTEepJIeUKH-1B-

koHBepTHpyommii hepment. [lox neiicTBuem
MOCJICTHETO obpasyercs WJI-Ip,
MHUIMUAPYIOMKA Tubenb HEWpOHOB TOCHE
CBS3bIBAHUS CO  CBOMM  MeMOpaHHBIM
perentopoM. Ilpogykr nedekTHOoro TreHa
CO/I-1 ne cnocoben k muruobmpoBanuto NJI-
|p-koHBepTHPYIOIIETO depmenTa,
obpasyrommiics WJI-lp waaynmupyer rubens
MOTOHEHPOHOB HAa PA3IUYHBIX  YPOBHSX
HEPBHO# cucteMsr [8].

BosbIIMHCTBO MyTalMii TOMUHAHTHBIE
1 OTHOCSITCSI K MUCCEHC MYTAIlUsIM U TOJIbKO 4
- K MYTaIUsIM CO CABUTOM PaMKH CUUTHIBAHHUS
W MyTalusM crulaiicuira. B ocHOBHOM Bce
MyTallUd SIBIISIOTCS PEIKUMH U HaWJICHBI
TOJIBKO B HECKOJIBKHX ceMbsx. Mckirouenue
COCTaBIsieT MyTamus C 3amMeHod B 4
MOJIOKEHUH aJlaHMHA Ha BaJIMH - OHA Haii/leHa
npuMepHo 'y Tpetd OombHbIx BAC ¢
mytarusimu B reHe COJI-1. Tlpm »sTom
pacmpeselieHue MyTaluid 1O JJMHE TeHa
CO/I-1 HepaBHOMEpPHO - TakK, TOJIBKO JIBE
MyTaluu Haitieno B 3k30He lll. B ocranbhbix
9K30HaX KJIAcTePUpPOBaHUS MyTalUld He
BBISIBJICHO.

YuutbiBass HaJIUM4YUE  PEIECCUBHOMN
dopmel, cemeiinbiii BAC umeer 6onee uem 1
Jokyc B reHoMe. PeneccuBHas Qopma
BCTPEYAETCS penko u Oosnble
pacrpoctpaneHa B Tymumce  (205100),
XapaKTepU3yeTCss paHHUM HavyajioM (CpeaHuid
Bo3pact - 121er) [6].

OtnenbHbIe U3 BbIsiBIEHHBIX TTpH BAC
MyTauuid  ObUTM  TPOTECTUPOBAHBI  Ha
aktuBHocth COJI-1 nyrem skcmpeccuu
MyTaHTHBIX BapuanToB TeHa COJ/I-1 B
0aKynoBUpYycax M, O KpailHel Mepe Ui ABYX
MyTalui - rminuH-41-acnaparuH, THCTHIUH-
43-apruHuH, OBUIO TOKa3aHO CHUKCHHE
aktuBHOCTH 710 50-60% 0T HOpMEI. B TO Xe
BpeMs emie oAHa, BbBbIBatomias bAC,
MyTauss - [IUOUH-85-apruHMH - HE
MPUBOAUT K u3MeHeHuto aktuBHOCcTH CO/I-1.

C npyroif CTOpoHBI, MyTalus aJlaHUH-
4-panuH npu a"amusze COJI-1 yka3biBaeT Ha
MOBBIIIEHHYI0O ~ aKTUBHOCTh  MYTaHTHOTO
dbepMeHTa B OTHOIICHHMH  MOJEIHHOTO
cyocrparta. Takum oOpa3om, U B 3TOM ciiydae
OpsIMOW  aHANlU3 AaKTUBHOCTH MYTaHTHBIX
BapuantoB CO/I-1 He mo3BOJIsET chenaTh
OMPEICTICHHOTO BBIBO/IA O TOM, UTO SIBIISIETCA



npuunHoit  BAC - aKTHBamusd WU
nHaktuBanus COJI-1 B pe3ynbpTaTe MyTamu.

OmgHako  HE3aBUCUMO OT  DTOrO
oueBHIHO, 4yTo wMyTamumu B rTene COJI-1
SBISIOTCA  OOHOM W3 BAXHOM IPUYUH
cemerinoro bAC.

DTHONOTUS KOMILIEKca ocTpoBa ['yam
HEU3BECTHA. B KauecTBe NPUYNH
3a00JIeBaHUs PACCMATPUBAIOT TEHETUYECKUE
dakTopel W (GaKTOpPhl BHENIHEH CpEeIbI
(ymotpeOiieHre MIOZ0B caroBoro aepesa). B
TUMUYHBIX CITyJasix CUHAPOM
XapaKTEpU3yeTCs COUYETaHUEM BAC,
MapKUHCOHU3MA u J€MEHIINU y
MpEICTaBUTEIEN OTHON CEMBH.

ITaToreunes. Ha cerogus HE
CYHIECTBYeT  OOILICTPU3HAHHONW  THIIOTE3bI
rmaTtoreHe3a OOKOBOTO aMHOTPO(PHUIECKOTO

CKJIEpO3a. CornachHo COBPEMEHHBIM
MPEJICTABICHUSM, pa3BUTHE BAC
00yCIIOBJIEHO B3aMMOJICHCTBHEM
HACJIEICTBEHHBIX u HK30TCHHBIX

npoBoIUpyommx  (pakTopoB. MHOXKECTBO
MAaTOJOTMYECKUX HW3MEHEHUH B HEHpOHax
IIPUBOJIUAT K MIPEATIOIOKEHHUIO, o
MHOTOBapUaHTHOM 3THOJIOTUYECKOM (pakTope
[5].

PaccTpoiicTBa Ha KJIETOYHOM YpPOBHE
npu  OOJIE3HM  JIBUTATENBHOTO  HEHpoHa
OOIIMPHBI U BKITFOYAIOT:

— U3MEHEHUS B LIUTOCKEJICTE:
CTPYKTYPHYIO JIe30praHU3aIUI0
Helpo(UIaMEeHTOB, 4YTO BEIET K
HaPYIICHUIO AKCOHAJILHOIO
TPAHCIIOPTA;

— TOKCUYHOE JIEUCTBUE
BHYTPUKIIETOYHBIX OEJIKOBBIX
arperaros, BIIMSIOIIMX Ha
(byHKIMOHUPOBAaHUE

MUTOXOHJIPHAJILHOTO ~ ammapara u
HapylIeHHEe BTOPUYHOW  cOOpKHU
[UTOIJIa3MaTUYECKUX OCNIKOB;

— MUKPOTJIMATBHYIO ~ aKTUBALUIO U
U3MEHEHUS MeTabonu3ma
CBOOOJHBIX PAJANKAIIOB U TIyTamara.

B nopme COJ/I-1 unrubupyer NJI-1b-

koHBepTHpyrommii hepment. [lox neiicTBuem

MMOCJIEAHETO obpasyercs NJI-1b,

MHUIMUAPYIOIMKA TuOenb HEWpOHOB TOCIE

CBS3BbIBAHUS CO  CBOMM  MeMOpaHHBIM

penentopoM. Ilpogykr nedekTHOro TreHa

CO/I-1 ne cnocoben k muruompoBanuto NJI-

1b-«xoHBepTHpYIOLIETO dbepmenTa,
obpasyrommiics WJI-b unaymmpyer rubenn
MOTOHEHPOHOB HAa PA3IUYHBIX  YPOBHSX
HEPBHO# cucTeMsl [4].

CoBpeMeHHBIE B3IUIAbI HAa TATOTCHE3
OOKOBOTO  aMHOTPO(HUUECKOTO0  CKJepo3a
BKJIIOYAIOT B ce0sl MpeACTaBIeHUE O BEeayIIEei
pPOJIM OKUCIUTENIHOTO CTpecca B Pa3BUTUU
3TOM MATOJOTHH.

[Ipenmnonaraercs, qTO0 MEePEKUCH
BOJOPOJa, MOXET CIYKUTh aHOMAJIbHBIM
cybcTtpaTom TUTST KOH(pOpMUPOBaHHOM
MOJIEKYJIbI COJ-1. B pe3yJibTare
MPOUCXOJUT  YCUJIEHUE  IEPOKCHIAHTHBIX
peaxkuui u BO3pacTaer MIPOTYKITHS
TOKCUYHBIX  THJIPOKCHJIBHBIX  paJHKaJOB.
CymecTBeHHast poib OKHUCJIUTEITHHOTO
ctpecca B naroreHese bAC noarBepxkaaercs
OMOXMMHYECKUMH  HWCCIICJIOBAHUSIMH, TPH
KOTOPBIX OOHAPYXKHUJIOCHh HAJTUYHE Y OOJIBHBIX
HEJO0CTAaTOYHOCTHU psana CUCTEM
AHTHUOKCHJIAHTHOW  3alIMThHI, JAUCPYHKIHUH
MUTOXOHJIPHUH, TucMeTaboIn3Ma rIyTaTHOHA,
HKCaWTOTOKCHHA TJyTaMaTa M MEXaHH3MOB

INIyTaMAaTHOTO  TPaHCIOPT. BozmoxHo,
OKHMCIIUTEIIbHOE  MOBPEXJEHHE  OEJIKOBBIX
mumenedn  (CO/I-1, HelpoduIaMEeHTHBIX

0enkoB, anb(a-CHHYKICHHHA W T.I1.) MOXKET
obyieryaTb W YCKOPATH HMX COBMECTHYIO
arperartuio, dhopmupoBaHue
OUTOIIIIa3MAaTHYCCKUX BKHIO‘ICHI/II\/'I, KOTOPBIC
Cy’)kaT ~ cyOcTpatoM Ui JadbHEUIIHX
IIaTOXUMHUUYCCKUX OKHUCIUTCIIbHBIX peaKHI/Iﬁ

[3].

Hean: U3Yy4YUTH KIIMHUKO-
TeHETUYECKYIO XapaKTePUCTUKY npu
cemeitnor  popme BAC, kiIuHUYECKHE

OCOOEHHOCTH, JWHAMHUKY BO3HHKHOBCHHUS
CAMIITOMOB M TEUeHHsd 3a0oieBaHus I
pa3pabOTKM  TMOAXOJOB K  aJIeKBATHOM
Tepanuu.

Marepuanabl u Metoabl: [lon Hammm
HAONIONEHNEM HAXOOUIOCh 3 OOIBHBIX C
BAC. B oagHOM ciydae auarHoCTUpOBaHa
cemeiinas popma BAC y nanmentku 34 sieT.

Hcronp30BaHEL:

— CoMaTo-reHEeTHIECKOE
HCCIIeIOBaHUE c
CUHJPOMOJIOTUYECKUM M KIMHHUKO-
T€HEeaJOrHYSCKUM aHaAJIN30M,



— Onenka COMaTHU4YECKOTO,
0 TaTBLMOJIOTHYECKOTO,
HEBPOJIOTUYECKOTO CTaTyCa,

- buoxumuyeckue MeTobI,

— MouteKynsIpHO-T€HETUYECKU I
(uccnemoBanue MOMIUMOP(HU3MOB B
reHaX CHUCTeMbI ()OJIATHOTO MHKIA U
CBEPTHIBAOIICH CHCTEMbI KPOBH);

— DNeKTPOoU3HOTOTHUECKUE METOIBI;

— V3-MmeTonmr;

- KT u AIMPT.

Pe3yabTarsl M UX 00Cy:KIeHHE:

B cBsA3M C papUTETHOCTBIO CEMEVHOU
dhopmer BAC npuBoauM Hare HabOJI0ICHHE.

Bonruasg E., 34 ner, Obuia
HarnpasieHa B XCMI'T] 16.10.2009%oxa u3
HKBNe5 nns yrounenust auarnosa. [{uarxos
npu HaIpaBJICHUU! CrninHanbHast
aMuoTpous Apana-/lromena. BAC,
cemeiinas popma?

Ha w™momeHT ocMmoTpa mpenbsBisiia
Ka00bl Ha MBIIIEYHYO C1a00CTh, C1a00CTh B
KOHEYHOCTSIX,  OBICTPYIO  yTOMJISIEMOCTb,
HEBO3MOXKHOCTh IMOJHUMATHCS IO JIECTHHUIIE,
UCOBITHIBAET  TPYOHOCTH  MPU  MEIKOH
MOTOPHKE, HE MOKET MIPHUCECTD,
CaMOCTOSITEITLHO BCTaTh, OTMEYaeT
MOXy/laHWE JAHMCTaJIbHBIX OTAENOB pYyK, B
MEHBLIEN CTEIIEHU HOT.

W3 anamHe3a 0OJIe3HM W3BECTHO, YTO
Brepseie B 2003 romy BO Bpems BTOpoi
OepeMeHHOCTH oOpaTuja BHHUMaHHE Ha
cnabocTh B JieBOoW Hore (3a HECKOJBKO
MECAIIEB 110 OEpeMEHHOCTH OBbUI 3MIHU30],
Korma mojakocwiach Hora). K Bpauam He
obOpamanace. CnabocTh mporpeccupoBana,
M3MeHWIAch moxoaka. ObpaTwiack K Bpady
yepes T'o/l, TaK KaK MCIBIThIBajIa JUCKOMQPOPT
npu xoas6e. IlpoBenena pentreHorpadus
Ta300eIpEHHBIX CYCTaBOB - MATOJIOTHH HE
BBISIBJICHO. IIpu MPT  noscHuuHO-
KpPECTIIOBOTO oTnena MMO3BOHOYHUKA!
nporpy3ust auckoB L4-L5. Ocreoxonapos.
Octeoaptpos.

B mocnenyroomeM — HEOAHOKPATHO
oOpamianach K HEBPOIATOJIOTaM, MPOXOAMIa
CTallHOHAPHOE JICYCHHE B HEBPOJIOTUYECKOM
OTEJIEHUN oOJracTHOM OOJILHHUIIBI T.
JIHenporeTpoBCKa. [Tonyuana
ButamuHoTepanuto, ATD. Dddekra ot
JIeYeHUsT HE OTMedaeT. bblma u3MeHeHa
MOoXo/Ka,  IpuUxpaMmbiBaia.  3aboJjeBaHUE

mpoTekano mnporpeaueHTHo. Yepes 2,5 roga
MPUCOEANHUIIACH CIIa00CTh B PYKaX.

B Teuenue mnocnemHero rojpa crana
oTMedath (GUOpUIUISpPHBIE TOJECPTHBAHUS B
MBIIIIAX, 350KOCTh PYK, HOT, KPAMITHH.

B urone 2008. —o0cinenosana 8 HUU
r. Mocksel. IIpu SIMPT ronoBrHoro mosra
BbIsSIBJIEHA aHOMaIusi ApHosbaa-Kuapu.

B HOsI0pe-nekabpe 2008 .-
CTallMOHapHOE oO0cCieloBaHHEe M JICYCHHE B
YCJIOBHUSIX  HEBPOJOTUYECKOTO  OTACIICHUS
OKb r./lnemponerpoBcka. Beimucana ¢
nuarnozoMm: CrnuHanmbHas amMuoOTpodus ¢

KOMOMHHPOBaHHBIM TeTparnape3om, C
MIPEUMYILIECTBEHHBIM MOPaKEHUEM
MIPOKCUMAaJIbHBIX OTJIEJIOB BEPXHUX

KOHEYHOCTEH, C IICHTPAIBHBIM Tape3oM
HIDKHUX KOHEYHOCTEH, 0oJiee BBIPAKEHHBIM B
mpaBoi HOre, C TpyOBIM HapylIeHUEM
(GYHKIIMM KOHEYHOCTEH H  BBIPAXKCHHBIM
HapymeHneM (yHKuu xoapObl. [lomywana:
nonuBuTamMunbl, JIOK, maccax, HeiipoMeauH.
Dddexra OT IeUeHNT HE OTMEUaa.

[Tocnennee yXyAlIEHHE COCTOSTHUS
oTMeyaet ¢ aBrycra-ceHTs0ps 2009., xorma
CTajla OTMeYaTh HApOCTaHWE CJAa0OCTH B
KOHEYHOCTSX, CIIMHE. brima
TOCTIUTAIM3UPOBAHA B HEBPOJIOTHYECKOE
ornenenue LIKDB Ne5 r. Xaprkosa.

[Tpu 3JeKTpoMHoTrpadun
(07.10.2009) T eHepann3oBaHHbII MPOIECC C
MOpaXEHUEM  JBHUTaTeNIbHBIX  HEHPOHOB

MepeIHuX pOroB  CIIMHHOTO  MO3Ta U
JMCTAIBHOW aKCOHAJIbHOW MOJIMHEHPONaTUEN.

Ha moment oOpamenus B XCMI'L]
HaXOJWIach Ha CTAallMOHAPHOM JICUEHUU B
IHKbB Ne5 ¢ pgmarno3oMm: CrmHajabHas
aMuoTpodust Apana-/lrormena? BAC.
Cewmeitnas ¢popma? Hanpasnena B LlenTp ams
YTOYHEHHUSI IMarHosa.

W3 anamHe3a JKU3HHM U3BECTHO, YTO
poamiack OT TepBOM OepeMeHHOCTH. Ponbl
¢usnonornueckue. Bec mnpu  poxaeHUH
3600, poct 50cM. Bospact pomuteneit Ha
MOMEHT pOXJIEHHUs mnpobaHma: marepu- 25
net, oTiy- 24 roga. EquHCTBEHHBINH peOeHOK
B ceMbe. Pocna u pa3BHUBanach
COOTBETCTBEHHO BO3pacTy. M3 nmepeHeceHHbIX
3a0oJeBaHu oTMedaeT PypyHKyIIes.

B ¢enotune oOpamaror Ha cebs
BHUMaHue. Bec /3kr, poct 170cm, Hesychl,
MUTMEHTHOE MATHO Ha KOXE, JJOMKHE HOTTH,
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IIMPOKOE  JIMIIO, yMEHBIIEHHBIC  YIIHBIC
pPaKkoBUHBI, MOHTOJIOMJIHBIM paspe3 TJas,
muonus  (-1,751), nIMHHBIA HOC, KOPOTKHIA
buneTp, Kapuec 3yO0OB, KOpOTKas Iies,
aMHOTpO(QHH, KOTOpBIE OoJiee BHIPAKEHBI B
OUCTANBHBIX OTHENax pyK, B MEHbIIEH
CTENeH! HOT; (UOPHIUISIpHBIC MOACPTUBAHUS
MBI, MPaMOPHBI PHUCYHOK KOXH KHCTEH,
KHCTHU U CTOIBI XOJIOTHBIC HA OIIYTIb.

KJIMHUKO-T€Heaornyeckuii  aHanu3
BBISIBHJI  OTSITOLIEHHOCTh POJIOCIOBHOM O
aHAJIOTUYHOW TMAaTOJIOTUH Y POJCTBEHHUKOB
M0 MAaTePUHCKOW JUHHWH - y MaTepu, MAsH,
JBOIOPOJHON cecTphl U 0a0ymku. [Ipu sTom
MalueHTKa OTMEYaeT, YTO KIWHUYEeCKas
KapTUHA y Bcex OblIa CXOAHOHM, HO Yy OJHUX
nuarHoctupoBad BAC, a y gpyrux -—
CIUHaJIbHAs aMUOTPOdHS.

B HEBPOJIOTUYECKOM craryce
(16.10.2009.) - YepEIHO-MO3r0Bast
WHHEpBaIUI 0e3 0COOCHHOCTEH.

BoipaxkenHble aMHOTpOOUU B AUCTAIBHBIX
ornenax pyk. CHUXEHA Cujia B JIUCTaJIbHBIX
oTnenax pyk mo 3 6ayioB, Hor - o 3,5 - 4
O0amioB. B mpoKcHMMalbHBIX OTAENaxX JaeT
CHIDKeHHEe cuiibl 10 46ainoB. CyX0KUIIbHBIE
pedIieKchl ¢ pyK BBICOKHE, C pacIIMPEHHBIMU
30HaMH, KOJICHHble — 0€3 YeTKOW pa3HMIIbI
CTOPOH, AaXWUIOBbI CHUXEHBI, CHMIITOM
babunckoro ¢ nByx cropod. lllatkocts B
YCIIO)KHEHHOHN rno3e PomGepra.
UyBCTBUTEIBHBIX  HApyIIEHUH HE  Jaer,
GuOpwIIsIpHBIE TOACPTUBAHUS B  MBIIIIIAX
pyK, Hor, TynoBuma, Kpamnuu. [loxoaka
napeTuyecKas.

16.10.2009 roma [amruesTKa
KOHCyapTUpoBaHa gupektopoM XCMI'T, ui.-
kopp. AMHY, nwmenH., mpodeccopom
I'peuanunoit E.SI. OcHOBHOHN KIMHMYECKUI
JIMarHo3: bokoBoit aMuoTpoduaeckuit
ckiepo3, cemeitHas Qopma.  Knunnuecku
MOJIMMOP(HYIO KapTUHY MOXHO CBS3aTh C
BOBJIEUEHHOCTHIO B NIATOJIOTMYECKUM ITPOLECC
SHEPreTHYECKOTO oOMeHa, a  TaKxke
SMUTECHETUYECKUX MEXaHHU3MOB, YUHUTHIBAs
HaJIu4uue ¢dbeHomeHa AQHTHUILMITALINY.
[latonoruss ~ OTHOCUTCS K  KaTeropuu
3a0oneBaHui c JKCIaHCuel
TPUHYKJICOTUIHBIX TOBTOPOB, KOTOPAsi MOXKET
ObITh CBsI3aHA C HAPYIIEHUEM PETYJISATOPHBIX
CUCTEM I€HHOM 3KCIPECCUH, a IO3TOMY JUIs
MOMCKA MyTeH palMoHaIbHON peaduIuTaIuu

1enecooopasHo HCCJIeIOBATH TCHBI
MPeIpacroIoKEHHOCTH B cucreme
¢doNaTHOTO 1HWKIA, ONPEICIUTh YPOBCHD
JIaKTaTa, UCCIeA0BaTh YPOBHU OPraHUYECKHX
KHCIIOT C MOMOIIBI0 Ta30BOM XpoMarorpaduu
Macc-CIeKTPOMETPUH. ITo MOJIy4EeHU U
pe3ynbTaToOB 00CIEAOBaHMI, TPOBOAUMAS B
CTallMoHape Tepanusi OyJeT JONoJHEeHa
KO(aKTOPHON KOppEeKIHeld B COOTBETCTBUU C
BBISIBJICHHBIMU U3MEHEHUSIMU.
JlaHHbIE 00CICHOBAHHUS.
— Jlakrar xpoBu (23.10.2009) — 1,77
mmostb/n (HopMma 0,2-2,2).
— UccnenoBanbl moauMoppus3Mbl B
TreHaX CHUCTEMBbI (OJATHOTO IIMKJIA.

O6HapyxeH reTEePO3UTOTHBII
kommaynn 677 C/T MTHFR /
66A/G MTRR.

— buoxumuyeckuii aHajliu3 KPOBU OT
19.10.2009: rmokoza | 3,68
mmoib/n ( HOopma 4.22 — 6.11),
kpeatunud | 51,49 mxm/n ( HOpMa
53-97),kpeatununkunaza T 483,55
( HOopM™ma 10 1671/1).

- BOXX aMUHOKCMIOT KpOBH OT
10.10.2009: mumctun 1T 0.058
mMkMoJis/ (Hopma 0,016- 0,056).

Koncynpranua aupexkropa XCMI'TI,
yr.-kopp. AMHY, n.men.H., npodeccopa
I'peuanunoii E.A. 10.11.2008.

Ha ocuoBanuu xajio0, aHamHe3a,
ocoO0eHHOCTeH (heHOoTHuNa, JAHHBIX KIMHHKO-
FeHEaJI0THICCKOTO aHaJu3a,
HEBPOJIOTHIECKOTO cTaTyca,
JOIOJIHUTEIBHEIX ~ METOL0B  0O0CICHOBAHHUS
BBICTABJIEH TUarHo3. BoxoBoi
aMHOTPOPHUECKUI CKJIEpO3, ceMelHas
dbopma. [edunut GomaTHoro 1UKIA.

Knuangecku nmonmumMophHYI0 KapTHHY
MOXKHO CBS3aThb C BOBJICUEHHOCTBIO B
MATOJIOTUYECKUH TPOIIECC SMUTECHETHUYSCKUX
MEXaHHU3MOB.

PexoMeHmoBaHa TOCHHMTAIM3ALMS B
HeBposiorudeckoe otaeneHue [IKB NeS s
MPOBEJCHUST KO(PAKTOPHOW Tepamuud TOJ
KOHTpOJIEM OHMOXMMHYECKUX IIOKa3aTesei
kpoBu (romormcrend, BOXX amuHOKHCIOT
KPOBH).

[TanmenTke K OPOBOAMMON Teparuu
00aBUTh:

— B6 o 50mr/cyt Ha 2 Henenu;



— ®onuesas kucaoTa mo 5 mr/cyr Ha 2

HEJeNH;

- B12 Buyrpumbimeuno 1 pa3 B
Henenro Neb;

— Hutparpunun no 1 ammyne B 1eHb-2
HEJeNH;

— IIpogoikarh IUETOTEPATIUIO.
JlaHHBIC T0OOCIICTOBAHUS:
— ypoBeHb romorcrenta kposu 13.13
MMosIb/n (HopMa 5-15)

- BOXX aMUHOKHCIOT KpOBH OT
16.11.2009Bamun | 0.121Mmoms/n
(mopma 0.141-0.317, ocranbHbIe
MOKa3aTeNH B MpeesiaX HOPMBI.

Ha ¢one nmpoBogumoii B cramuoHape
Tepanuu dp(dexTa oT JeUCHHS HE OTMEYaeT —
ocraercs BBIpa)KEHHasI cmabocTh B
KOHEYHOCTSIX, 3aTpyIHEHUs TMpH XoAanOe,
amuorpodus, OJTHAKO, YMEHBIIUIHACH
(buOpHILIApHBIC TOEPTUBAHUS.

Koncynpranus aupekropa XCMI'TI,
wr.-kopp. AMHY, n.men.H., mnpodeccopa
I'pevanunoii E.5. 09.12.2008.

Ha ocHoBauum xaino0, aHaMmHE3a,
ocoOeHHOCTEH (peHoTHIa, TAaHHBIX KIMHHKO-
reHEaJOTHYECKOr0 aHanmsa,
HEBPOJIOTUYECKOTO craryca,
JIOTIOIHUTENBHBIX ~ METO/OB  OOCJIEIOBaHUS

dopma. [lepunur ¢epmeHTOoB  (HOIATHOTO
LUKJIA.

3abosieBaHe HOCHUT HACIEACTBEHHBIN
XapakTep, UMEET NPOrpeAHEeHTHOE TEUEHHUE.
Tun HACJIEOBAHUA: ayTOCOMHO-
JTOMUHAHTHEIHN.

PexomennoBaHo:

— Habmonenune 8 XCMI'LI.

- Habmogenne u  JedeHwe  y
HEBPOIIATOJIOTA.

— IIpoOJKUTE  PEKOMEHIOBAaHHYIO
paHee Ko(akTOpHYIO
JUETOTEPAIHIO.

— IlpofomkuTh MpHeM LUTpapruHUHA
no 1 ammysne B eHb (JUIUTEIBHOCTD
Kypca- 1 mecs).

— Kountposs OMOXMMHYECKUX
MIOKa3aTeseH.

BbIBOABI.

Taxkum obpazom B HaIlem

HaOJIOCHUU MMEET MEeCTO ceMeiiHas (opma
BAC B coueranuu ¢ nedururom (omaaTHOTO
[UKJIa, KIMHUYECKH NOJMMOP(HYIO KapTHHY
MOXHO  CBA3aThb  C  BOBJICYEHHOCTBHIO
SMHUreHeTUYEeCKNX MexaHu3MoB. Heobxomumo
najbHEHIIee W3yd4eHHe IOIUMOp(U3MOB B
reHax CHCTEMbI (POIaTHOTO IHMKJIA Y OONBHBIX
BAC, nmnsg wu3ydeHUs TATOTC€HETUYECKUX

BBICTABJICH JIUarHo3. boxogoit MEXAaHU3MOB Pa3BUTHS IATOJIOTUM W MyTEU
aMUOTpoHUIeCKHit CKJIEpO3, ceMeitHas KOPPEKIIUH, BRIPAOOTKH aJIEKBATHOM TEpaIvH.
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PE3IOME
B cratee mnpuBeaeHo HaOmoAcHUE ceMeHOW (GOpMBI OOKOBOTO aMHUOTPO(PHUIECKOTO
CKJIEpO3a B COYETaHUH ¢ AePUuuuToM pepMeHTOB (HOJATHOTO LUKJIA.
KuoueBble ciioBa: 00K0BOIM aMHOTpOoHUECKHi CKIEpo3, neGuuT pepMeHTOB (OJIaATHOTO
IUKJIA.

PE3IOME
B cTarTi HaBeneHoO criocTepekeHHs ciMeitHo1 (hopMu GOKOBOTO aMiOTPO(IIHOTO CKIEPO3yY B
noeHaHH1 3 geinuToM pepMeHTIB (POITATHOTO ITUKITY.
KurouoBi ciioBa: 60koBuit amiTpodiuamii ckiaepos, nedinut GepMeHTiB GOIaTHOTO UKITY.

SUMMARY
In the article the observation of familial formd amyotrophic lateral sclerosis in
combination with deficiency of folate cycle enzymes
Key words: amyotrophic lateral sclerosis, folate cycle enzytafciency.



