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AHHOTALUA
B crarpe paccmarpuBaroTCs COBpPEMEHHBIE IOIXOIbI K KIMHUKO- J1aboparopHod muarnoctuke bomesnm Cerasbl (JJODA-dyBcTBHTEIBHAS
JIICTOHYS). ABTOpaMU IIPEJOCTABICHO COOCTBEHHOE KIIMHUYECKOE HAOJIO/ICHUE U JISUeHHE MAIMeHTKH (6JIET) C 9THM JTHarHO30M.
Kirouessie cinoBa: bonesns Cerasa, JJODA-uyBcTBUTENbHAS JUCTOHUSL.

Nilufar Markhmatovna Ziyamuhammedova,

Nigora Askarovna Mirsaidova,

Hamdamov Nurillo

Tashkent Institute for Post-Graduate Medical Education

SEGAWA DISEASE (DOPA-RESPONSIVE TORSION DYSTONIA, DYT4)
ANNOTATION
The article considers the modern approaches to clinical and laboratory diagnosis of Segawa Disease (DOPA-responsive dystonia). The authors
present their own clinical observation and treatment of the patient (6 years) with this diagnosis.
Key words: Segawa Disease, DOPA-sensitive dystonia.

Hedunnmus. bonesnr Cerapbl (JJODA-dyBcTBUTEIbHAS TUCTOHUS)  XPOMOCOMBI B HECKOJIBKHX CEMbsX. BCkope mociie 3Toro JIoKamu3arus
JO®A-3apucnumasi gucronust (JI3/1) ¢ BeIpaXeHHBIMH JHEBHBIMH  MYTAHTHOrO IeHa Ha XxpoMocoMme 14q Obuta MoATBep kKIeHa SITOHCKUMU
KOJICOAHMSMU CHUMIITOMOB - OJHa M3 ()OPM TOPCHOHHOW TUCTOHHH.  HUCCIEHOBAaTENSIMH, YTO IO3BOJIWIO Ha MOJEKYSIPHOM YpPOBHE
I3 cocraBusier 5-10% mnepBUYHOW JTUCTOHMUM y JAETeH U YCTaHOBUTh HO30JIOTUYECKYIO UIAEHTUIHOCTD THOHATHI
MOJAPOCTKOB. OJTa BpOXJEHHAsh MEICHHO IPOTpPEecCUpyomas  «HACJEACTBEHHas Imporpeccupyromas muctoHms» u - «JODA-
JNUCTOHUSI, COYETAMOINAsCId ¢ TPU3HAKAMH  TMApPKUHCOHW3Ma,  3aBucuMas auctoHms» (Tanaka H. et al.,, 1995). B 1994 r. rpynma
KJIMHAYeCKH MaHupectupyer y nereid mo 10 mer ¢ mokambHoi — mccnenomarenedd (Ichinose H. et al, 1994), usywaBmmx OIuH u3

JIUCTOHUEH, KOTOpasi B TEUCHHE HECKOJIBKUX JIET PaclpoCTpaHseTcss  KIO4eBbIX  (epMeHToB  nodamuHoBOoro  obmena - I'TO-
Ha gapyrue yactu Tesa. CHMIOTOMBI MEHAIOTCS B TedyeHue IHsS um  uumknoruzaponasy 1 (IHI-1), wupentuduumpoBanu reH JaHHOTO
YMEHBIIAIOTCS Ha ()OHE IpHeMa HU3KUX 103 [IPeNnapaToB JEBOOIbI. (depMeHTa M YCTAHOBHWIIM €ro JIOKaIM3alMio Ha 14-i xpomocome B
VY GoneHbix [I3]] Obuto BbIneneHo 4 (OpMBI pa3inuHbIX MyTaluii — uHTepBane 14q21-22, To ects B n0kyce JJODA-3aBuCHMON NUCTOHKN.
reHa, OTBEYAIOIIETO 3a CHUHTE3 (QepMeHTa TyaHo3WHTpHdOchaT-  OTO MOCIYKWIO OCHOBaHWEM Uil wuccienoBanus rexHa [TII-1 B

mukto-ruaponasel I (GCH1), koTopblif ydacTByeT B CHHTE3€  KadecTBE KaHauaara y OOJNBHBIX ¢ ayrocoMHO-IomuHaHTHOU JJODA-
terparuapodnontepuna (BH4) - xodakropaTnpo3MHruapoKcmiassl  3aBUCHMOM IHUCTOHMEW. BhUIM MONydeHBl MpsMBIE JI0Ka3aTelnbCTBa
(TI'), koTopas B cBoOtO o4epens mpeBpamaer L-tuposud B L-IOPA  Toro, uro ren I'LI[-1 oTBeTcTBEeHEH 3a BOSHMKHOBEHHE ayTOCOMHO-
(npenmiecTBeHHUK JgodamuHa). B pesynpraTre MyTanuii pe3ko  JOMHHAHTHOMN JODA-3aBucumMoit JIUCTOHUH, TOCKOJIBKY
CHIDKaeTcs coJepkaHue JnodamuHa B mosocatoM Tene. JI3/I,  rerepo3urorHele MyTalMu B HEM ObUIM OOHapy>KEHBI y OOJNBHBIX B 4-X
BEPOSITHO, TAaKXKe MPEICTAaBIISIET TETEPOreHHYIO I'PYIIy ITeHOTHIIOB U 00CJIeJOBaHHBIX ceMbsiX. Myranuu rena I'LII-1 B kaxoii cembe ObUTH
myramuii B reHe TI. CymecrBytor xaBe ¢opmer JI3/: ¢ pasnmuudbIMM: B 3-X CllydasX O3TO ObUIM TOYKOBBIE MYTAallH,
JIOMUHAHTHBIM WM PELECCUBHBIM HaclelOBaHUEM. Y NALMEHTOB C  IPUBOJINME K 3aMEHE KOAUPYEMOM aMUHOKHUCIOTHL, a B OJHOM

ayTOCOMHO-JOMUHAHTHBIM THUIIOM HacJe0BaHUs J3J1  ciydae BbIsSIBIIEHA JelelMs CO CIABUIOM paMKW CUMTBIBaHUS U
MaTOJIOTMYECKUH T'eH HaxoAWTcst Ha XpomocoMme 14 (14qll-q24.3),  oOpBHIBOM TpaHCISALIMH.

ero npoayktom siBisiercst 6emok GCHI1. V manueHToB ¢ ayTOCOMHO- B CcBeTe HMMEIOIIUXCSI JTAHHBIX IMATOr€HEe3 ayTOCOMHO-IOMHHAHTHOW
peueccuBHbIM TuroMm HacienoBanus J[3J[ mnatomormyeckuid reH  JJODA-3aBUCUMON JAUCTOHHMU Ha MOJIEKYJISIPHOM YPOBHE CXEMaTUYHO
HaxoauTcs Ha xpomocome 11pl15.5 Ha caiire rena TT'. npeacraBieH Ha pucyHke 2. @Depment ['II-1 perymupyer
IIatorenes. npespamenne ['TO B muruapoHeontepuH-Tpudochar; mocieHuid B

T.G. Nygaard et al. (1993) xapTupoBamM TeH ayTOCOMHO- CBOIO  odepeab  sBsieTcss  cyOcTparomM  mis  oOpa3oBaHUS
nomuHaHTHOH JIODA-3aBUCUMOI AUCTOHMM HA JIMHHOM Iutede 14-i  Terparuapobuonrepuna (BH4) - xodakTopa THpO3HHIHIPOKCUIIA3HL,
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OTBETCTBEHHOH 3a cuHTe3 nodaMuHa U3 THUpo3uHa. [Ipw Hamuaun
myranuii B rere I'LI-1 Hapymarorcs GyHKUus qaHHOro epMeHTa u
BECh IMOCHEIYIOMM OWOXUMHUYECKHH Kackaja, 4YTO MPHBOIUT K
HenocTatoyHocTH podammHa. CuHTE3 nodaMHHA MOXKET OBITh
3¢ (PEeKTUBHO BOCCTAHOBIICH IIPH BBEACHNUH €0 NPEIIIeCTBEHHUKA - L-
JIODA, 9TO U IMEET MECTO y OOJILHBIX.

rmo
myr-1
Jurwaponeontepu-Tpidocdar
6-MTC

6-MpyBOUN-TETPArWAPONTEpMH

CenwanTepms-
pegyxTasa
THpoaMH Terparwapofiwontepuy (BH }
THPOIHHIMEPOKCHNA3E HrrnaponTepHIns-
peayxTasa
HodaMuH «=——— L-10DA KeuHoug-guruapobuontepu

Puc. 1. IlaTorenes ayrocomHo-1oMuHaHTHOI JIOPA-3aBucuMOii
JUCTOHUHU HA MOJICKYJIIPHOM YPOBHeE

K nactosimeMy BpeMeHM HaeHTHU(MOUIMPOBAaHO cBbime 40 pa3IuIHBIX
(TIperMyIIECTBEHHO TOYKOBBIX) MyTallMii B KOJUPYIOIICH 007acTh
reda ['I[[-1 y OONBHBIX B SIMOHCKOW, KOPEWUCKOW, HCIAHCKOW,
OpHUTaHCKOM, HEMEIKOH 1 poccuiickoil nomysanusix. [IpakTnaecku Bee
aBTOPbl OTMEYAroT, 4To ToBpexneHne rera ['L[-1 oOyciopnuBaeT
JIMIIb TOJIOBUHY BCEX CIIy4aeB C THITMYHOM KIIMHUYECKOH KapTUHOU
JIODA-3aBHCHMON JTUCTOHUHM. OTO MOXET OBITh OOBSICHEHO JHOO
HUCTUHHOW F€HETHYECKOH IeTepOreHHOCThI0 ayTOCOMHO-10MUHAHTHON
JTODA-3aBrcHUMOM JUCTOHHH, 100 TIOBPEXKACHUAMU B
Hekomupyroomux obyactsx rena [1[-1 (mpomortopHas 30Ha,
HWHTPOHHBIE MYTallUH C HAPYIICHUSIMH CIUTAHCHHTA U JIp.).

Kak yxe ckazaHo, y Bcex OOJNBHBIX C ayTOCOMHO-IOMHHAHTHOM
JO®DA-3aBucumoit aucronuedt umeercs myrauus resa ['HI-1 B
reTepO3UroTHOM cocTossHuM. ClieloBaTelIbHO, BTOpas KONMs IeHa Ha
MHTAaKTHOM XpOMOCOME Yy HHMX COXpaHHa, 4TO, OJHAaKo, He
MIpe0TBpaIlaeT pa3BuTHs Ooe3HH. MONeKyISIpHBIA MEXaHNU3M 3TOTO
sBieHus Obu1 packpbIT M. Hirano et al. (1998). ABrops! nokasainu, 4To
rerepo3urorusie  Myrauun B reHe ['1I[-1  xapakrepusyrorcs
«IOMUHAHTHBIM HETaTHBHBIM 3({eKToM», KOTOPBIH 3aKiIIo4aeTcst B
TOM, 4YTO HajJM4Yhe MYyTalld Ha OJHOM M3 IAPHBIX XPOMOCOM
MIPUBOANT HE TOJBKO K CHHTE3y MYTaHTHOW CyONOIYJISIIMU MOJEKYII
I'ar-1, so wm k HapymeHu:o (QyHKIMOHAIBHOM AaKTHBHOCTH
HOPMAJIBHOI MOJIEKYJIBI O€lKa, CHHTE3UPOBAHHOM C HETIOBPEXKICHHOMN
kormu reHa. [lo-BupmMmoMy, 5TO OOBSCHSETCS MyJIbTHMEPHOH
cTpykrypoir Genkosoro kommiekca I'LIT-1 (coctosmero u3z 10
WIGHTUYHBIX CYOBEJUHHMI) ¥ BO3MOXKHOCTBIO B3aUMOJEHCTBHS
HOpPMaJBHBIX M MyTaHTHBIX Monekyn I'LII-1 (Nar H. et al., 1995).
BerpauBanue B cocTaB JaHHOTO KOMIUIEKCA Ja)e OJHOM MyTaHTHOH
OETIKOBOH MOJIEKYJIBI HPHBOIUT K 00pa3oBaHUIO (GYyHKIHMOHAIBLHO
NeGEeKTHBIX TeTepOMEPOB, HAPYILCHUIO IPOLECCHHIa Oellka W/HiH
MpeXXIeBPEMEHHOI nerpagamun ¢depMmeHra. KoHEUHBIM pe3ysIsTaToM
SIBIISIETCS IATOTeHETHIECKH 3HaunMoe cHibkeHne (ynkmm ['TI-1.
Hnrepecno ormeruts (Mimmapuomkun C.A. u ap., 2000), uro Hanuuue
mytammii B rene ['[-1 B TOMO3UTOTHOM COCTOSHMH (TO €CTh
MOBpeXJeHne o0enx KOmWi TreHa) BeneT K MaHudecranmn
COBEpIIEHHO 0CO00ro 3a0oyieBaHMsl - AaTHIIMYHOW HEOHATaJbHON
runeppenunananuaemun  (Furukawa Y., Kish S.J., 1999). Ono
00yCIIOBJICHO TIOJHBIM OJIOKOM aKTHBHOCTH THPO3HHTHII-POKCHIIA3HI,
IJIyOOKUM COYETaHHBIM JeUIMTOM KaTeXOoJIAaMHUHOB - JaodaMuHa,
HOpaJIpeHAJINHA, aJIpeHAJMHA, CEPOTOHMHA, a TAaK)Ke IOBBIICHUEM
COJIep)KaHUs B KPOBU (peHMIaIaHnHa (OCICIHIIA TIOKa3aTelb CBA3aH
C TeM, 4TO MpH BbIpaXEHHOH HenocrarouHocTw BH4 cTpanmaer He
TONBKO  THPO3UHTHIPOKCWIa3a, HO W Onm3kas K  Hed
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(eHMnanaHUHrUApOKCcuiaza).  KimHuyeckw — JaHHBIH  CHHAPOM
XapakTepu3yercs  HEOHATAIBHOM  3aJepKKOH  JIBUIaTelIbHOTO
Pa3BUTHS, TUTIOTOHKEH, SMMICITHYCCKUMH TIPUIIaIKaMH, YMCTBEHHOU
OTCTAJIOCTBIO. Y HEKOTOPBIX OONBHBIX NPH 0cOo00H KOMOWHAIMU
MyTaHTHBIX ajienedd reHa ['L[-1 HaGmromaercs «IpoMeXyTOYHBIID
(eHoTHII OOJIE3HU C 3a/EP)KKON NCHXOMOTOPHOTO Pa3BUTHUSI U PeuH,
MIPOTPECCUPYIOIEH TUCTOHWEH W yMEPEHHBIM IOJOKUTEIBHBIM
a¢ppexrom npu HazHaueHuu L-JIODA (Furukawa Y et al., 1998) .
Bruio MIOKa3aHo, 4To pu CHHJIIPOME ATUITHYHOM
runepGeHUIaJaHUHEMAN  IMEeT MECTO IIPaKTHYeCKH —HyJieBas
aktuBHOCTH ['LII'-1, mpu «pomexyrouHoin» popme aktuBHocTs [ 1II'-
1 oObryro He mnpeBbimaetr 1-2%, y OonbHBIX JJODA-3aBHCHMOI
JMCTOHUEH oHa cocTaBisier 5-20%, a mpu akTUBHOCTH (hepMeHTa
BbIie 30-40% (4To 4acTo HAOMIOAACTCS y TETEPO3UTOTHBIX HOCUTEINCH
MYyTaly¥) KaKue-TH00 KIMHIMYECKUE MPOSBICHHS HEIOCTaTOYHOCTH
I'Il-1 orcyrcrByrot. Takum oOpa3om, 3a00seBaHus, 00YCIOBICHHBIC
naTosioruei rera I'L{[-1, mpeacTaBisitoT 0coObIil KOHTHHYYM B3aUMHO
MIEPEKPHIBAIOIINXCSI COCTOSIHUH - OT «CTEPTBIX» CYOKIMHHYECKUX
¢dopm JIODA-3aBHCHMON JUCTOHMHM HAa OJHOM KOHIIC CIIEKTpa JO
TSDKEJIOW HEOHaTaJbHOU THHepdeHWIUIAaHMHEMHH Ha JPYroM; IIpH
9TOM CTEeNeHb TSHKECTH KIMHUYECKOr0 CHHIpPOMAa YBEIMYMBAETCS IO
Mepe HapacTaHWs J03bI MYTAHTHOTO T'eHa M JeUINTa aKTHBHOCTH
¢depmenta I'TI-1.

Wnaye oOcrout peno MoJekymnsapHoil renetukodl JIODA-
He3aBucMMoOW aucToHnd. l'eH JJODA-He3aBUCMMOW JTUCTOHHH,
o6o3nauaemsrit DYTI, 6bu1 kaptupoBan L. Ozelius et al. (1989). Ha
JUIMHHOM  IUiede 9-i  xpoMocombl (Jlokyc 9q32-34). JlanHas
JIOKAJIN3alysl MyTaHTHOTO TeHa OblJla OATBEPIK/ICHA B OOJNBIINHCTBE
ceMell B pa3HBIX OSTHHYECKHX TpYyNIax Mupa. AHAIU3 CEepUU
BBICOKOIIOJIMMOP(HBIX MapKepoB, CIEIUICHHBIX C reHom DYTI,
MOKa3aJl, YTO B HOIYJLIIIMU €BPEEB AIKeHa3H, XapaKTepH3YIOIIeHcs
BbICOKOW Yacroroil JJODA-HE3aBUCHMOW ITUCTOHWH, Yy OOJBHBIX
OTMeHaeTcs OJMH UM TOT JK€ XapakTepHBIH TramioTHI. JTO
CBHUETENILCTBYET 00 «3((HEeKTe OCHOBATENS» U CTUHOM MeHETHUSCKOM
npoucxoxaeHud  JJODA-He3aBUCUMON  JUCTOHMUM B JaHHOM
STHUYECKOI TpyIlie He3aBHCUMO OT JaJbHEHIIero reorpaguyeckoro
paccenenust moroMkoB (Risch N.J. et al., 1995).

Bbsuto ycranoBieHo, yro reH DYTI] komupyer Heu3BeCTHBIH paHee
6enok - TopcuH A (Ozelius L.J. et al., 1997). Otor Gennok OTHOCHTCS K
IpYyIIe TOPCHHOB, TOYHbIC (DYHKIIMH KOTOPBIX Y BBICIINX OPraHU3MOB
OKOHYATEeJIbHO HE BBIICHEHBl. TopcMH A BXOOUT B COCTaB
OJIUTOMEPHBIX OCJIKOBBIX KOMIUIEKCOB M HMEET OIpE/IelICHHYIO
TOMOJIOTHIO C CEMEWCTBOM OEJIKOB «TEIUIOBOIO INOKA», HUTPAIOIIHX
POJIb B MIPEAOXPAHEHUHU KJIETOK OT TEPMUYECKOr0 CTpecca. JTH OeNKH
obnanaror AT®O-cBs3bIBaroNIeil aKTUBHOCTBIO M, TIOMHMO PETYIISIIAN
TEPMOTOJIEPAHTHOCTH, MOTYT Y4acTBOBAaTh B IIpoLeccax 00pa3oBaHUs
BE3UKYJ, KOH(MOPMAIMOHHBIX M3MEHEHHSAX OEJKOB, PpETyIsIHun
KJICTOYHBIX CHTHAJOB W (YHKIMOHUPOBAHWM MHUTOXOHJApHIL. S.
Augood et al. (1998) moka3zaiu, 4TO TOPCUH A SKCIPECCUPYETCS B
nohaMUHEepPrudeckux  HEeWpOHaX  KOMIIAKTHOM  4YacTH  YepHOU
cyOCTaHINHM, a TaKKe B MO3KEYKE ¥ THUIIIOKamIie. B coBokymHOCTH
BBINIIEyKa3aHHBIE JaHHBIE CBHUJETEIBCTBYIOT O BO3MOXKHOH pOJIU
TopcMHa A B TIIpoleccax BBICBOOOXK/IEHHSI HEHPOMEINaTopoB B

C

HHFpOCTpHapHOﬁ CUCTEME Mo3ra W/ WH noaACpKaHnuu
OHEPIEeTUYCCKOro IOTCHIMaIa I[O(fl:)aMI/IHepFI/I‘IeCKI/IX HeﬁpOHOB n
HeﬁpOHOHpOTeKLIHPI.

Beuto obHapyxkeHo, 4ro Oomee uweM y 70% OGonpHeIx JIODA-
He3aBUCUMOW mucroHueil u3 EBponsl u CeBepHOll AMepUKH HMeEET
MECTO OJIMH W TOT )K€ MEePBUYHBINA JedeKT - nenenus 3 HyKICOTHIOB
(ryanuH - anenuH - ryannH, GAG) B koaupymomeil o6i1acTu reHa
(Ozelius L.J. et al, 1997). DOrta penenus BemeTr K yTpaTe
aMHHOKHUCIIOTHl TJIyTamaTa B KapOOKCWIBHOW dacTH reHa. [laHHas
Ma)KOpHasi MyTanusi 00yCJIOBIMBAeT pakTHIecKy Bee crydan JJODA-
HE3aBHCHMON JUCTOHUM B IOITYJLSIIMH €BPEEB allKeHa3H, OJJHAKO He
orpaHMYeHa TOJIBKO 3TOM OSTHHUYECKOH TIPYNIIOW M BCTPEYaeTcst ¢
JIOCTaTOYHO BBICOKOW 4acTOTOH y OOJIBHBIX APYTHX HALMOHAIBHOCTEH
(Mnnapuomkun C.H. u ap., 2000). Eciin B sTHHUECKOH TpyTIIIie eBpeeB
alIkeHasy npeobianaronee HocutenbeTBo aenenuit GAG y GONBHBIX
o0yciioBIeHO  <«9(G@EeKTOM  OCHOBaTelIs» ¥  HaCIeIOBAHHEM
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TeHETHYECKH OOIIel IpeIKOBOH MyTaHTHOH XpPOMOCOMEIL, TO B APYTUX
STHUYECKUX IPYIIax BbIICYKa3aHHas Jelelys BOZHUKAET IOBTOPHO B
pe3ynbTaTe MHOT'OKPAaTHBIX HE3aBHCHUMBIX MYTAI[HOHHBIX COOBITHIA.
YacTtoe BO3HUKHOBEHUE OJTHOM M TOH JK€ MyTalluH Y pa3HbIX OOJIBHBIX

ABJIACTCA ‘-Ipe?,BBI‘-IaﬁHO peaAKUM Q)GHOMGHOM B KIMHUYCCKOH
T'CHCTHUKE.
Ananm3 KIIMHUKO-TCHECTUYCCKUX Koppenﬂunﬁ IIoKasail, qTo

yuuBepcanbHas nenerst GAG B rene DYT1 oOnapyxuBaercs He
TOJIBKO y OOJIBHBIX C THHHYHOU reHepann3oBanHod (opmoit JJODA-
HE3aBUCHMOW IUCTOHHMU. B HEKOTOpBIX CeMEHHBIX CilydasX IaHHas
MyTanys ObUla BEISBJIIEHA TaKXKe y OONBHBIX ¢ (OKAIBHBIMH (TIMCUHI
cnasM), MyJIbTU(GOKATBHBIME U cerMeHTapHbeIMH (opmamu JJODA-
HEYyBCTBHUTEJBHON IWMCTOHWH, a TaKke y OOJBHBIX C HEKOTOPHIMU
ATUITUYHBIMU KIIMHUYECKUMH TIPOSIBICHUSMU 00JIe3HH (TIOCTYPATTBHBIN
TPEMOD PYK, 3aMKaHUE BCJIEICTBUE TUCTOHUU OPabHOW MYCKYJIaTyphl
U T.1.). JlaHHBIH (QaKT MO3BOJSIET CYIIECTBEHHO PACHIMPUTH CIEKTP
KJIMHUYECKUX MNpOsBIICHUH 9q-cueruieHHoW (GOopMBl HaclieICTBEHHON
JUCTOHMM U JOJDKEH IPUHUMAThCS BO BHHUMAHUE IIPU MEAUKO-
IFeHETUYECKOM KOHCYIbTUpoBaHuM. B psne cioydaeB neneuuss GAG B
n3ydaemoii obnactu rera DYT1 Oblia BbIABIEHa Takxke Y OOJBHBIX
JJODA-He3aBUCUMOI TUCTOHHMEH, HE UMEBIIMX CEMEHHOI0 aHaMHe3a
(Ozelius L.J. et al., 1997); GONBIIMHCTBO yKa3aHHBIX CIy4aeB, I1O-
BU/IUMOMY, SIBIIIIOTCSI «IICEBIIOCIIOPAUIECKUMIY» K  OOBSCHSIIOTCS
HETIONTHOM IIeHEeTPaHTHOCTHIO MYTAHTHOTO TE€Ha B CEMbe JIHOO
OTCYTCTBHEM JJOCTOBEPHOH I'eHEaTOrnuecKoi HH(POPMALIIH.

Taxum 06pa3oM, ¢ MPAKTHIECKON TOYKH 3PEHHS BA)KHO OTMETUTb, UYTO
oOHapyxeHne yHuBepcanbHOM nenennd GAG B rene DYTI1 y
3HAYUTENIbHON YacTh 00JbHBIX JJODA-He3aBUCUMOM JAUCTOHUEH JlaeT
BO3MOXHOCTh  IpOBeJeHHs ImpocToil U jgocroBepnoit  JIHK-
JIMarHOCTHKKA B OOJBIIMHCTBE CEMEHHBIX M YacTH CHOPAJUYECKHX
CllydyaeB JaHHOW KIMHWYECKOH (OpMBI IHUCTOHMH, a TaKke Yy

KJIMHUYECKH  3JI0POBBIX  POJACTBEHHUKOB W3 TPYIIl pUCKA B
KOHCYJIETUPYEMBIX OTATOIIEHHBIX CEMbSIX.
Kanmnuka.

Kinnanyecku [I3/] xapaktepusyeTcsi pHUrHIHO-IMIIOKUHETHYECKUM
CHHJIPOMOM: TIOBBIIIEHHBIM IUIACTUYECKUM TOHYCOM, Pa3JIMYHBIM B
OT/AENBHBIX MBIIIEYHBIX I'PYIIaX, YTO MPUBOJUT K MATOJOTHYECKUM
YCTaHOBKaM MO3EI.

Jlo Momenra pgebrora  OOJIBIIMHCTBO  JE€TeH  Pa3BUBAIOTCS
COOTBETCTBEHHO BoO3pacTy. 3abojeBaHue eOI0TUPYET B BO3paAcTe JI0
3 yer. Bnawane THUNEpKUHE3bl WIH JUCTOHWUYECKHE II03BI,
HapacTarolye Ipu MPOU3BOJIBHBIX ABHKEHUSX, BO3HUKAIOT B OJHOM
WIN HECKOJBKUX KOHEYHOCTSX. [lOsBISIETCS MeINTENhbHOCTh IIPH
camoo0ciyxuBaHuU. [locTeNeHHO AWCTOHMS PAacHpOCTpaHsIeTcsl Ha
JIpyTUe 9acTH Tella 10 MPUHIHIY OyKBBI «N»: MOSBISAETCS B OJHOMN
HOTe, 3aTeM NOpaXkaeT pyKy C TOW IKe CTOPOHBI, 3aTeM
MIPOTUBOIIOJIOKHYIO HOTY M IPOTHBOIOJIOKHYIO pyKy. B mepsbie 2
rozia TEYEHWs MOPa)KaroTCsl JBE KOHEYHOCTH, a «TETPaJUCTOHUS
pa3BuBaetcst uepe3 4 roja - 5 ner. HukHHe KOHEUHOCTH CTpalaroT
CUJIbHEE BEPXHHX, XapaKTep MOPa)KeHHS aCHMMETPHYCH, NaXke Ha
paHHUX CTamusAX. TOPCHOHHBIA KOMIIOHEHT BBEIPOKEH yMEPEHHO.
[Maronmoruyeckass TOCTypajlibHas AaKTHBHOCTh B  KOHEYHOCTSIX
MIPUBOJUT K (PIIEKCHU CTOIIBI, CrHOATEIIFHOM TPOHAIMY MIPEIIICYbs,
OTBEACHUIO M CrH0AaHUIO KHUCTH, OTBEICHHIO OOJIBIIOrO MaJibIla,
Pa3sBUTHIO TTO3BOHOYHOTO JIOPJ03a, IEPEepasTHOAHHI0 B KOJEHHBIX
CcycTaBax IpH BEepTUKANU3alMU. TakkKe XapaKTepHbl HapyIICHHs
YCTaHOBOYHBIX pPE(IIEKCOB TOJOBBI, OCOOCHHO NPU IIOBOPOTax
(cuMnTOM  «KYKOJBHBIX Ta3z»). [lpm Xxoxmpbe marojormueckas
MOCTYypaJibHasl aKTUBHOCTHh YMEHBIIAETCS, HO YCHJIMBAETCS TOP3USL.
Ilo mepe TtedeHust 3aboyieBaHMs HapacTaeT PHTHIHOCTH MBbIIIII,
cnactudeckuid  rumepronyc. CuMITOM — «3y04aTroro  Koiecay»
TIOSIBJISIETCS TOJIBKO y TMAIMEeHTOB cTapiue 9 ner. MHoraa AncToHHIO
COIIPOBOXKIAET YMEPEHHBIH TPEMOp MOKOs. VIHTEHIIMOHHBIA TpeMop
WIA XOpeoareTo3 He xapaktepHbl. [IpoOy PombGepra mertu ¢ 3]
BBINIOJIHSAIOT C JIETKOM HEyCTOWYMBOCTBIO, HECKOJBKO HapylleHa
KOOpIMHAIMA B KOHeYHOCTAX. CyXOXWIbHBIE pedIeKkchl dvarie
TIOBBIIICHBI, B HEKOTOPBIX CIIydasX OTMEYAlOTCsl KIIOHYCHI CTOIL.
UyBCTBUTENbHBIE HAPYLICHUS HE BBIABISIOTCS. IHTEIUIEKT B HOpME

40

(mcuxumueckoe pa3BUTHE HEe cTpajaer). Peub  qu3apTpHdHA.
XapakTepHa (IIIOKTyalusl MEepPEedYrCICHHBIX CHMIITOMOB — T.€. HX
pa3Has BBIPaXXEHHOCTb B Pa3HOE BpEMsS CYTOK: MaKCUMajbHas HX
BBIP@XXECHHOCTh K BEUepy M YMEHbBIICHHE CHMITOMOB IIOCJIE CHA.
HaznayeHue 1eBOAOIBI NPUBOJUT K 3HAYMTEIBHOMY YIIyYIUEHHUIO
MOXOJKHM B TEUCHHE HENENIM, YMEHBUICHHUIO IUCTOHUYECKHUX I03 U
TUIIEPKUHE30B B TeueHue 6 Hexpenb. IlocTypanbHblii Tpemop u
MHOKJIOHMH TOJIEHEH IOJHOCTBIO HCYe3aloT. Jlamee oTMedeHHbIE
BBIILIE SIBJICHUS HAPACTAIOT: JETH [IEPECTAOT XOAUTh, MOT'YT HEMHOI'O
1oJI3aTh, 3aTeM HACTYNAaeT IOJHas 00e3BMKEHHOCTb, HApacTaroT
MUOTCHHbIE KOHTPAaKTypbl, CTONBl M KHUCTM B IOCTOSHHOH
MaToJIOTHYECKON  1M03e, KOTOPYKH0  HCNPAaBHTh HE  YyHaeTcs.
[osBnsrorest nepopmManuy TpyAHOH KIIETKH, MO3BOHOYHUKA. JleTH
HAauUMHAIOT PE3KO OTCTaBaTb B BECe M pOCTE, 3HAUUTEIIBHO
YMEHbIIaeTcsa MbllleyHast Macca. Pedyb ncyesaer, 4acTo HapyllaeTcs
rinotanue. Cremyer 3aMeTUTh, YTO B IepBble 3 roja y nereil
HaOnroaeTcst ~ TWHOTOHHS,  KOTOpas  pacleHMBaeTcs  Kak
MUOINIATUYECKUHA CHHIPOM U 3aJep)KKa JBUTATEIbHOTO Pa3BUTUS.
Ilocne 3 ner mosBisieTca ONMCaHHAs BbINIE AUCTOHMA. I'MIoTOHMA
MBIII] [IEU PUBOJUT K CUMITOMY «CBHUCIIOM T'OJIOBBI», IOSBISIOTCS
HETIPOM3BOJIbHBIC 3aBEICHUS TJa3HBIX sS0JOK KBepXy. TOHYC MBIIII
MOBBIIIAETCS, MOCTENEHHO.

Takum o0Opa3oMm, nuarHoctuka JI3Jl H0KHA COOTBETCTBOBATh
CIIEAYIOIIUM JUATHOCTUUECKHM KPUTEPHUSIM:

THIIEPKUHE3bl, WINM JUCTOHWYECKHE IO3BI, MOSBISIOTCA OT 1
roga 10 9 Jyer y Aeredl ¢ HOPMalbHBIM pa3BUTHEM (HET
aHAMHECTUYECKUX YKa3aHUH Ha BO3MOXXHBIE ITHOJOTHYECKHE
(baxTopsI);

HIDKHHE KOHEYHOCTH MOPaXKaloTCsI CUIIBHEE;

JIICTOHUS aCHMMETPHUYHA;

OyJb0apHbIe MBIIIIBI TIOYTH HE CTPAIAIOT;

TOP3Usl TYJIOBHUILA YMEPEHHAs;

YyBCTBUTEJIbHbIC HAPYLICHUS HEXapaKTePHBI;

ncuxudeckre GpyHKIMU He HapyIIeHbI;

JIMCTOHMYECKAsT TOXOKa;

YXyIIIEHHE CHMIITOMOB K Be4Yepy;

TIOJIOKUTEIBHBINA 3 (HEKT OT JICBOAOIIBI;

(00s13aTeNIbHO) THEBHOE KOJIEOAHHE CUMIITOMOB;

HoyHast DOI" He BBIABISIET SMMIEITUGOPMHBIX H3MEHEHHIA;

npu OMI" He 00HapyXHMBaIOTCS MBIILICUYHbIE WIN HEBpPAJIbHBIE
HapyIICHVS;

KarexonaMuHbl B Mode U KpoBu (JJODA, modamun, I'BK,
BMK, JODPVYK u 5-T'NYK) CHW)KCHBI.
Kiannangeckoe Hadonenne.

Boabnas A.K 29.03.2009r (U3 Kazaxcrana)

7Kano0b1: Ha OBICTPYIO YTOMIIIEMOCTD, C1a00CTh, OOJIBIIE BO BTOPOI
II0JIOBHUHE JIHsI, CKOBaHHOCTb. M3 anamHe3a: bepemennocts-3, Pospl -3
6e3 ocobennocreit, B cpok. MTIIP-3700,0 rp, pocia u pa3BuBanach 1o
Bospacty no 3 uner. Ilocne 3 ser co cioB Mambl OTMEYalach
cracThyeckas 1mo3a o0enx pyK, CrubaHHe B JIOKTEBOM CycTaBe M
MpoHaIusi pyk ¢ 1ByX cropoH. C 6 yer OoyipHas OTMedaeT
MaTOJIOTMYECKYI0 CJabOCTh MBI, OBICTPO yCTaeT Ipu Xoapde,
CWJIbHAsl yTOMIIIEMOCTh, Hadalla YacTO CIIOTHIKAThCS M TaJath.
OOpaTuiich B MONHMKIMHHKY 10 MECTY OJKUTENBCTBA C OTHMHU
*)anobamu, rocrarieH auarno3 [T u HazHayeHO neueHne. Dddekra
OT JICUCHHUSI HE OTMEYaH, B IMHAMUKe Oe3 yJIydIIeHusI.

Iocne sroro bonbhas obparmnace 1-I'JIKb Ha kadenpy «Jlerckoit
Heposiorun» TamMlVYB r.TamkeHr. 3nece Ha OCHOBE KajoO,
KJIMHUYECKUX U J1a0OpaTOPHBIX TaHHBIX MTOCTABJICH IPEIBAPUTEIIBHBIN
nuarHo3: «bojesnb Cerasbl (JJO®A-4yBcTBHTEIbHAS TOPCHOHHAS
auctonusi, DY T4)».

Ha ocmorpe o mnpuema JjeBogonbl (HakoMm) oTMmeuancs: B
co3HaHWU. MeHHHro3HaKkoB HeT. CTeCHHUTENbHAsI, MaJIOOOIIUTENbHAs,
agexBaTHas. Peur mo Bospacty. CamooOCiTy)XHMBaHHE YacTHYHOE.
UMH - rnasnsle menu D=S, 3pauku D=S, doropeakius B HopMme.
I'masoxBuratenbHbIX HapymeHuid Het. JIumo 6e3 "eTkoil acHMMeTpHu.
BynebapHbix Hapymenuid Her. SI3plk M uvula mo cpenHeil JIuHHU.
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Oubpmwsinuii, atpoduil s3pika HeT. ['oyoBa Mo cpemHel JIHHHM.
HapymeHa ocanka ¢ HakioHoM Brepel. IlaccuBHbIE IBHXKCHUSA B
MOJHOM 00Bb&Me, aKTHBHBIE IBIDKEHHS OrpaHWYeHbl. MEBIIeYHbIN
TOHYC IIOBBIIIEH 10 IUIacTHYeckoMy Tuiy. Cuia cHkeHa 1o 3-4 66.
CyxoxwibHble peduiekchl  S<D. IlaTonmormdeckux 3HaKOB HET,
kJoHychl cnot S<D. Ormeuaercs OTEK HPOKCUMAIIBHBIX OT/IENIOB
¢damanr pyk. bprommsle peduekcsl paBHble. B mose PomOGepra
ycroifunBa. [Tanblie-HOCOBYIO TpoOy BBIMONHSET C MHTEHIIUH, OOJIbIIIe

cnpaBa. [Ipoba bBape momoxurensHblii cnpaBa. Ha ocmorpe
TUIIOMUMUSI, THIOKMHE3Ws. B peunm  OTMeYauch  3JIEMEHTHI
OpariIaium.

IHocae Hayasa JieyeHHS JIeBOJONOM (HAKOM) OTMEUaeTcs
TIOJIOXKUTEIIbHAS JIMHAMUKA: Camoo00ciTy)KHBaHUE

CaMOCTOSTENBHO, YIy4IIMJIach CHIAa MBI, YMEHBIIAICST
IUIACTHYECKUII TOHYC B MBILII@AX, NPU X0Ib0e OBICTPO HE YCTaer,
CaMOCTOATENHFHO  IOJHUMAETCs 10 3 oTaxka. Y MEHBIIWIUCH
TMIOKMHE3UH, THIIOMUMUS, Opajimilaiys, CKOBAHHOCTb.
Jnddepenunanbublii IHaTHO3 MPOBOIAT C:

®  OBCHWIBHBIM MAPKHMHCOHU3MOM,

e OonesHbio ["amepBopaena-Illnaria,

e  [OBEHWJIBbHOM Xopeell ['eHTUHITOHA

e  (Oone3HbI0 BuiibcoHa,

e JILII (cnacTuyeckoi AMIIICTHEH),
JlnTepatypsl:

e  cruHouepeOeUIApHbIMU aTpOdUIMHY,

e  MHUOIATHEH,
®  TOPCHOHHOW JUCTOHHEH.
Jleyennme. TunuyHo OBICTPOE, OTYETIMBOE W  JUIMTEIBHOE

yiIydlleHHe OpH TpHeMe HHU3KHX JI03 JIEBOJOIBL. B cimydasx c
IHEBHBIM ~Kojie0aHMeM HeoOXOQUMO Ha3Ha4aTh JIEBOJOIY B
exemHeBHOH gmo3e  10-25 MI/KT, TOJOXUTENbHBIA 3 eKT
MOATBEPKAAeT JuarHo3. KIMHWYeCKHe CHMOTOMEI ITOJHOCTBIO
ucye3aroT uepe3 2-4 CyT mocie Havana Tepanud, (yHKIMOHaIbHAs
aKTUBHOCTh JIeT€Hl BOCCTaHaBIHMBaeTCA. Tepanus He IPOBOLHMPYET
MMUPaMHAIHBIX HApyIICHHH W TNCHXMYECKHX pacCTpoucTB. CpenHss
no3a cocraisieT 375 mr sieBogonsl U 37,5 mr kapOunomnsl. Jleuenne
MOXXHO TMPOJODKAaTh B TEUEHWE MHOTHX JIeT. TpaH3UTOpHBIE
XOpeHdYecKHe JBWKEHHS CBHUJICTEIBCTBYIOT O Iepelo3UpOBKe
JIEBOAOTIBI M TIOCIE CHWDKEHHS JI03bl IIOJIHOCTBIO HCYE3afoT.
Banbmpoarsl, kapOamazenuH, OeH304Ma3enHHBl W OapOHUTYypaThl
Hed((EKTHBHBI; AHTHXOJIMHECTEpa3Hble Npemnaparsl  yXyIIIaloT
cocrosiHue. B cinyuae 131 ¢ HU3KUM YPOBHEM CEPOTOHHHA B KPOBH
AHTUCTIPECCAHTBI YTOKESAIOT auctoHuto. Jlpyrue Bapuanthl [[3]1,
MOMHMO HH3KHX JI03 JIEBOJOIIB, XOPOIIO OTBEYAIOT Ha BBICOKHE
036l JpPYTUX  MPEeALIeCTBEHHUKOB  MexuaTopoB -  S5-I'TO,
[JIyTaMHHOBOM KHCIJIOTHI WJIN XOJIMHA.

Ju—

HeBposorun. M.: MUA, 2002.

I'eneruxa 2000; 36: 952-958.
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«Ilenuarpuyeckas HeBposorust, OCHOBBI KIIMHUYECKOH quarHoctuku » Jxepansn, M.denugen.
Wnnapuomkun C.H., IBanoBa-Cmonenckas 1. A., Mapkosa E.JI. JIHK-quarnoctrka u MeIMKO-T€HETUYECKOe KOHCYIBTUPOBAHUE B

Mapkosa E.Jl., Cnomuncknii [1.A., Mnnapuomkun C.H. u ap.MonekysipHO-reHeTHYECK U aHaJIn3 TOPCHOHHOM 1ucToHMU B Poccni.
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