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Jucmonus — 00Ho u3 Haubonee pacnPoCMpaneHHbIX 08UAMEABHbIX PACCIPOIICIG, UMEHUUX 00AbUI0e MEOULUHCKOE U COUUAALHO-IKOHOMUHECKOe SHAUCHUE.
Tenemuxa uepaem 3HauumeavHyio poab 6 Pa3UMUU PA3AUMHBIX U 8 HePeyIo 04epedb nepeutHbxX gopm ducmonuy. Ha cecoonawnuii denv cnekmp Hacreo-
CIMBEHHBIX OUCTOHUYECKUX CUHOPOMOB BK.AKUAe B0aee 08a0UAMU CAMOCIOAMEAbHBIX KAUHUKO-2CHEMUMECKUX 8APUAHINOS, YMO XaPAKIMepu3yem OucmoHuio
KaK Y4pe3eblYaiiHo 2emepozeHHyt0 Ho30102UHecKyHo epynny, mpedyrouyro duddeperuuposantblx nodxo0os K duacrocmuke u aeuenuto. Ilpedcmasaer nodpoo-
Hblll GHAAU3 AUMEPAMYPHbIX OAHHBIX 0 HACACOCHIBEHHBIX (OPMAX OUCHIOHUY, BKAIOUAS KAUHUYECKYIO KAPMUHY, MOACKYAAPHO-eeHemuMecKle 0CHO8bl Pa3eu-
mus, koppeasyuu geromun—eeromun, npuryuns: JlHK-ouaerocmuku u meouxo-eenemuueckoeo KOHCYAbMUPOBAHUS OMAL0UEHHBIX ceMell.
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WUCTOHHUS TIPEACTaBSET COO0M AKCTpanpaMUaHbIN
CUHJIPOM, XapaKTepU3YIOLIMiicd HEPUTMUUYHBIMMU,
KaK TMpaBWjio, MEAJEHHBbIMU, BpallaTeJbHbBIMU
HACWJIbCTBEHHBIMU JABMXXEHUSIMU B Pa3IUYHBIX
YacTsX Tejla, BbIUYPHBIMU M3MEHEHMSIMU MBbIILEY-
HOTO TOHYCa U POPMUPOBAHMEM MATOJIOTUUECKUX 1103 [1, 2].

JIMCTOHUST MOXET OBITh KTacCH(UIIMPOBAaHA TT0 HECKOJIBKUM
npu3HakaM (Tabn. 1), npuuem HauboJjee 3HAYMMOI SIBISIETCS
KraccuduKanusi, MpUHUMAIOIIAst BO BHUMAaHUE STHOJIOTHIO 1
nMaTo(U3NONTOrIECKe 0COOEHHOCTH CHHIPOMA:

* nepeuunas (CUH.. uduonamu4eckas) TUCTOHUS — OOBEAU-
HSIET BCe (DOPMBI, TIPU KOTOPBIX TUCTOHMS TPUCYTCTBYET B
KavyecTBe €IMHCTBEHHOTO CHMIITOMA 3a00JeBaHMs (MOXET
JIIIb COYETATHCS C TPEMOPOM); TPH 3TOM OTCYTCTBYIOT
J1abopaTopHble M3MECHEHUS U KaKKe-TM00 MPU3HAKHU TaTo-
JIOTUM TIpU HEHpOBU3yalu3allMOHHBIX MCCIENOBaHMAX (B
cra”HaapTHbix pexxumax KT u MPT);

* ducmoHusa-naoc 00beIUHAET POPMBI, TIPU KOTOPHIX JUCTO-
HUYeCKUN CUHIAPOM COYETACTCA C MUOKJIOHUAMMU U ITAPKMUH-
COHMU3MOM, a na60paT0pHHe UCCJICAOBAHUA BbISBIIAOT
ornpe/e/eHHbIe MATOXMMMYECKUE HapyllleHus: 0e3 Mpu3Ha-
KOB HelipoiereHepauuu (noda-4yBCTBUTEIbHAS TUCTOHMS
uap.);

* emopuyHvle OUCMOHUY BKIIOYAIOT T€TEPOreHHYIO TpPYIITY
CUHAPOMOB, CBA3AHHLIX C HAJIMYMUEM oOydara NnopaxecHud B
0a3IbHBIX TaHIIMAX, TadaMyce, CTBOJIC MO3ra, TEMEHHOU
KOpE, MO3XEUKE;

* QUCMOHUA NpU MYAbMUCUCIEMHbIX HellpodeeeHepamugHvix (8
m.4. HACAe0CMBeHHbIX,) 3a001e8aHuUsX C U3BECTHOU HEUpo-
MOP(OIOTMUECKON KAPTUHOI.

CuuTaercs, YTO COOTHOLIEHME MEXIY CIydasMu HEePBUYHOI
M BTOPUYHOM/IETeHEPATUBHON IMCTOHMM COCTABJISCT TPHU-
MepHO 2:1; 10 CPaBHEHHUIO C 3TUMMU BapUaHTAMHU JUCTOHUU
CHHIPOMBI JMCTOHUSI-IUTIOC SIBJISIIOTCS 3HAYMTEIbHO Ooliee
penkumu. B mocnenHue roapl [6] HaMeTUIACh TEHAEHLIMS MO/
«[IEPBUYHOCTBIO» JUCTOHMU IOHMMATh, IJIABHBIM 00pa3oM,
OTCYTCTBHME JaHHBIX 00 M3BECTHBIX MATOJOTMUECKUX (DAKTO-
pax M HelipoMopdosornyeckoM cyobcTparte, CIIOCOOHBIX
BbI3BaTh JAHHBII CUHAPOM (B IIPOTHBOIOCTABICHUE BTOPUY-
HOU IUCTOHMM U JIUCTOHMM ITPU HEMPOIereHepaTUBHBIX 3a00-
JIEBaHMX), YTO M HAIIIO CBOE OTpaXXeHME B HeJaBHUX PEKO-
Mengauusx EBponeiickoit demepaluy HeBPOJOTMYECKUX
oburects (Tabdu. 1).
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Tabmaua 1: Knaccudukauma IMCTOHMM COFNIaCHO PEKOMEHTALMAM Eaf)oneﬁcxoﬁ
denepauyy Hesponorvyeckix 06Lects (o A. Albanese et al., 2011, ¢
foGasnenusamy).

Knaccudukaums auctonmmn

10 3TONOTUn:

+ TlepBuyHas «4ucTas JMCTOHMS: AMCTOHUS SBASETCA EAVHCTBEHHbIM KIMHUYECKAM CUMT-
TOMOM (Kpome Tpemopa). Onperiensemasn k30reHHas NPUYNH, a Takke Apyrue BpoX-
[IEHHbIE TN [IeTeHepaTUBHbIe 3a60neBaHws Mpw aTom oTcyTCTByloT. Gopmbl: DYTT,
DYT2, DYT4, DYT6, DYT7, DYT13, DYT17, DYT21, DYT23, DYT24, DYT25.

+ epBudHast AVCTOHUS-NAIOC: [UCTOHUS SBASETCS BLIDAXEHHbIM CYMITOMOM, HO COYETa-
€TCS C APYTUMI BUATATENbHBIMA PACCTPOMCTBAM (MUOKTOHYC, MAPKIHCOHU3M).
Mpuanaku HelporereHepauma otcytcTayior. Gopmel: DY, TH, SPR, DYT11, DYT12,
DYT15, DYT16.

MepByyHas NapoKCU3MaNbHast MCTOHWS: JWICTOHYS NPOSBASETCS KOPOTKUMM 3MU30za-
MM, B IPOMEXYTKaX MEXQY HIMM KNMHUYECKVIE NDOSIBNEHVS OTCYTCTBYIOT. BO3MOXHO
Hanudme TpurrepHoro daktopa. Gopmbi: DYT8, DYTY/DYT18, DYT10/DYT19, DYT20.

+ [IUCTOHMM N HelpOiereHepaTUBHbIX ( B T.4. HACMEACTBEHHbIX) 3a00NEBaHMSX; AMCTO-
HVS| SIBARETCA OHUM U3 KIMHYECKIX MPOSIBNEHNIA. AYTOCOMHO-OMUHAHTHbIE (CIMHOLE-
DeBENNFPHbIE ATAKCHM, JEHTATOPYOO-NAMMAONIONCOBA ATPOGNS), AyTOCOMHO-PELIEC-
CVBHbIE (60/163HE BUMTLCOHa, 10BEHNTbHBIN NAPKUHCOHM3M, 00N163HS HiMakHa-Tuka),
X-CLienneHHble, MUTOXOHAPUAIbHIE, @ TAKXE CTIOPALVHECKUE (TIDOrPECCHPYIOLLIMI Halb-
SEPHbIA NaApAMY, MyTIbTUCHCTEMHAS aTDOHS, KOPTUKOBA3a/bHas AereHepaLys,
JIEMEHLWA C TefbLiamy JeBu) HefipoereHepaTvBHbIe 3a001eBaHNS.

BTOPUYHbIE ZMCTOHMI: NIEKAPCTBEHHO-MHEYLWPOBAHHbIE AMCTOHMM; [MCTOHYM, 06YCNIOB-
JIEHHbIE MIPUOBPETEHHBIMM MPUIUHAMY W BHELUHUMI dakTopamu. JUCToHmm, CBS3aHH8iE ¢
TDMEMOM JIEBOZIOMbI, HEVDONIENTUKOB 1 D.; JMCTOHIY DN HEVDOMHAEKLMSIX, AeMime-
TUHAUDYKOLLMX 3a00NEBAHNIX U D.

10 BO3PACTY Havana 3a60/1eBaHws:

+ Panee Havano (< 2030 ner). OBbI4HO HAYMHAETCA B HOTE WA PYKE; 4acTO pacrpo-
CTPaHSIETCA Ha AYTYe KOHEYHOCTY! ¥ TYNIOBULLE.

+ TMo3aHee Havano. OBbI4HO HAYMHAETCA C LV (BKTI0YAS FOPTAHb), B KDAHVIATbHbIX Mbllll-
LLaX WM B OSIHOW pyKe. TeHepammayeTcst peaKo.

10 NnoKan13aLu:

« (okanbHas: oHa 00nacTb Tena. [lcuwii criasm, Griegapocriasm.
+ CermenTapHas: CMeXHwie 06acTit Tena. KpaHuoLepBuKkabHas MCTOHNS.

+ MynbTudokanbHast: fige v Gonee oTAaneHHbIX 0BnacTeit Tena. bregapocnasm + Aucto-
HUS] CTOMBI.

+ leHepan3oBanHas:: 066 HOM M kak MUHUMYM eLLe ofiHa 06macTb Tena (06bIYHO 0aHa
Wim 1Be pyKu).

+ [eMMZMCTOHMA: NONOBMHA Tena.
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JIMCTOHUST BCTpeyaeTcs BO BCeM MUpeE, JaHHbIE O ee pacrpo-
CTPAaHEHHOCTH BAapbUPYIOT B 3aBUCUMOCTHU OT HCCIIEAYeMOM
KOTOPTHI OOJIBHBIX M METOIOJOTMUECKIX OCOOCHHOCTEH Smue-
MUOJIOTUYECKUX HccaenoBaHuit [4]. SIBassich 4upe3BblYaiiHO
TeTepOTeHHOM TPYITIO ABUTATETbHBIX PACCTPOUCTB, AUCTOHUS
3aHMMAaeT CPeId HUX TPEThe MECTO IMO PacCIpPOCTPAaHEHHOCTH
[15, 26]. danHble MeTaaHanM3a 15 McciIeqOBaHU SMUIEMKO-
JIOTUM TIEPBUYHBIX JUCTOHWI OIEHWBAIOT OOIIYI0 YacTOTY
BcTpeyaemoct Kak 16,43 na 100 ThIC., OIHAKO OTMEYEHBI
CYLIECTBEHHbIE BapuallMy Mpeodnagaoiux GopM nepBUYHON
JMCTOHWH B PA3IMYHBIX TOMYJISIMSX [76]. [TposiBieHus Goes-
HU CYILECTBEHHO BIMSIOT Ha KayecTBO XU3HU: oT 25% 1o 50%
MALMEeHTOB CTpagaloT Aenpeccueit, 00Jb sSIBsSETCsS OIHON M3
KITIOUEBBIX XKaio0 y 67—75% nanueHTtoB [42, 48]. YxymieHue
KavecTBa XU3HM MALMEHTOB ¢ TUCTOHMEH, HapyIlIeHUe IBUTa-
TeJbHOU aKTUBHOCTU OTpaxkaloTcss Ha MpodecCuoHaNbHON
JeSITeIbHOCTH OOJTBHBIX U IEJTAI0T TIPOOJIEMY COLIMATBHO U 9KO-
HOMMYECKHM 3HAUMMOii [17, 44].

[eHeTuka urpaet 3HaYUTEIBbHYIO POJIb B PA3BUTUU PA3TUYHbIX —
U B TIEPBYIO 0YepeIb IEPBIIHBIX — GopM mucToHnH. K HacTos-
IeMy MOMEHTY omcaHo 0osee 20 ¢hopM ITUCTOHUM C YETKUM
MEHIeJIeBCKUM HacnenoBaHueM (1adm. 2) [69]. [enetmueckue
JIOKYCHI HACNICACTBEHHBIX (DOPM IUCTOHHUU 0003HAYAIOTCS
abopesmarypoit DYT, KoTopoii mpucBauBaeTcsl MOPSIIKOBBIi
HOMEp B COOTBETCTBUM C XPOHOJOTMYECKON MOC/en0BaTeb-
HOCTBIO OIUCaHUsI KOHKPETHOM (popMbl 3a00s1eBaHus [58].

CornacHo Tipe/ICTaBIeHHBIM BbIIIIE TTPUHIIUIAM Kiaccuduka-
uuu auctonuu, 11 HacnenctBeHHbIX ¢opm (DYT1, DYT2,
DYT4, DYTe6, DYT7, DYT13, DYT17, DYT21, DYT23,
DYT24, DYT25) MOTyT OBITh OTHECEHBI K TIEPBIUYHBIM IUCTO-
HusM, 7 dopm (DYTS, DYT11, DYT12, DYT15, DYT16, TH,
SPR) — x aucronuu-mmoc, 4 popmsl (DYTS, DYT9/DYTIS,
DYT10/DYT19, DYT20) — kK mapokcu3MabHbIM JUCTOHUYE-
ckuM cuHapomaMm, a ¢opmy DYT3 paccmarpuBaloT Kak
OTIEbHBIN TepenoaereHepaTUBHBIN AUCTOHMYECKUN CHUH-
IpoM [69].

Tabmaua 2: Knaccudmkauys HacneacTeeHHbIX GopM aucToHuy (o S. Petrucci, E.M. Valente, 2013, ¢ no6asnemsimm).

Jlokyc (MIM) ®opma Xpomocoma TeH (6enok) wacn J::Bam
DYT1 (128100) leHepanM3oBaHHas MVICTOHMS C PaHHVM HauasioM 9032-q34 TOR1A (TopcwH A) AL
leHepaNM30BaHHas MICTOHMS C PaHHVM HauasIoM
DYT2 (224500) 11 BOBMIEHEHYEM KDAHMUOLIEPBYKATbHBIX MbILLLL ? ? A
DYT3 (314250) X-CLerTeHHas ACTOMMS-NapKyHCOHHaM (Lubag) Xq13.1 dT;;ﬁT’Og)ATA'CB"%'Ba"’”M“ MPOTENH-CCOLAMPOBRHHBIA |y
DYT4 (128101) [MCTOHMS — LWenoTHas AUCHOHUS 19p13.3-p13.2 | TUBB4 (1ybynut -4) AL
DYT5/DYT14 (218230) [locba-4yBCTBUTENLHAR ANCTOHNS (CMHZPOM Cerasbl) 14922.1-022.2 | GCH1 (IT®-uknorunponasa-1) AL
DYT6 (602629) «CMeLLaHHas» JUCTOHMS C HaYaNloM B IOHOLLECKOM BoapacTe | 8p21-022 THAP1 (thanatos-accouvmMpoBaHHiil 6enoK) Al
DYT7 (602124) (QokansHast ZMCTOHMS C NO3BHAM HaYasIoM 18p ? AL
MapoKC13MaibHas HEKMHEVOTEHHaS AUCKVHENA
DYT8 (118800) (Mount-Reback) 2q33-2935 MR1 (perynsop mvodubpunnorenesa-1) AL
[TapokcuaManbHblit XOPEoaTeTo3 ¢ AMM30ANYECKON atakcued i
DYT9 (601042) / DYT18 (612126) 1 CTCTASHOCTHI0 1p34.2 SLC2A1/GLUTT (tpaxcnoptep rioko3b-1) Al
DYT10 (128200) / DYT19 (611031) | MapokcuamanbHast KuHE3MOreHHas AncKuHe3ust 16p12-q12 PRRT2 (6oraTblit npoNvHOM TpaHeMeMOpaHHbiit 6enok-1) | AL
DYT11 (159900) MHOKIIOHYC—AMCTOHWS (KO Ob-HyBCTBITENbHAS) 7921.3 SGCE (&-capkornukaH) AL
DYT12 (128235) JIMCTOHWS~NAPKUHCOHU3M C BHICTPbIM HaanoM 19q12-q13.2 | ATP1A3 (Na/K-AT®asa, 0s-CyGbeamHiia) Al
(oKanbHas/cerMenTapHas (KpaHUOLIEPBUKANbHAS) MCTOHMS! ]
DYT13 (607671) C OnaronpusTHLIM TEYeHEM 1p36.32:p36.13 | ? Al
DYT15 (607488) MWOKNOHYC—MCTORNS (/IKOrOMb-4yBCTBITENbHAS) 18p11 ? AL
DYT16 (612067) [MCTOHNSI—NAPKMHCOHM3M 2031.2 PRKRA (PHK-3aBiCMMbI akTMBATOP MPOTEMHKMHA3L!) | AP
DYTH7 (612406) [eHEPaM30BaHHaS /CErMEHTapHas ACTOHUS C PaHHUM 2p11.2-q13.12 |2 P
Ha4anom
DYT20 (611147) MapOKCY3MabHas HEKMHE3VIOTEHHa AUCKVHENA 2q31 ? AL
DYT21 (614588) (DokanbHast MCTOHWS! C MO3AHAM HaYasioM 2914.3-21.3  |? AL
DYT23 (614860) LlepBukanbHast MCTOHMS C NO3LHIM HAYSIOM 9q34 ClZ1 (Cip1-B3auMopeiicTaytoLLmi Genok) AL
KpatvoLepBuKanbHas IWCTOHIS C BOBAEHEHUEM i
DYT24 (615034) JAPMHTEHOM MYCKYATYPbl M BEDXHUX KOHEYHOCTEN 11pt42 ANOS {aorTan-) Al
DYT25 (615073) LiepBukanbHast AVICTOHUS C NO3BHVIM HAYNIOM 18p11 GNAL (ryaHuHOBbI HyKNEOTUE-CBA3bIBAIOLLMIA NpOTeH) | AL
THD (605407) [Jloda-yyBCTBUTENbHAS AMCTOHMS (BMCTOHUS—NapkvHCOHM3M) | 11p15.5 TH (TMpo3uHrapokcunasa) AP
SPR (182125) [locba-4yBCTBUTENbHAS INCTOHMS (MCTOHMS—TIAPKUHCOHMAM) | 2p14-p12 SPR (cenuanTepuHpenykTasa) AP

Mpumeyarme: MIM — Homep no Karanory HacnefcTBeHHbIx npu3takos yenosexa (Mendelian Inheritance in Man), AL — ayTOCOMHO-OMUHaHTHbIA, AP — ayTOCOMHO-peLiecyBHbii, XP — X-CLienneHHblit peLeccusHbi.
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Hepswmaﬂ JTUCTOHUA

DYTI: eenepanusosannas Oucmowus ¢ parHum Hauasom. Ha
cerogHsiuHuii aeHb DYT1 mpencrasaser coboit HambOosee
JacTyio popMy nepBUYHOI AucToHNU. Ha ee moto mpuxoaur-
ca 50% ciayyaeB reHepaaM30BaHHON AMCTOHUM C PaHHUM
HavajaoM B HeeBpercKux nonyastuusx u 80—90% — B momyns-
M eBpeeB-amkeHasu [16, 58]. INocnenHee 0OCTOATEIBCTBO
FOBOPUT O BhIpaxXeHHOM «3(dekTe ocHoBaTeNlss». OmucaHbl
Takxe ciydau myrauuii de novo [46]. YacTota BcTpeyaeMocTu
DYT1 ouenuBaercs kak 1:10 000—1:15 000 B HeeBpeiicKoit u
1:3000—1:5000 B eBpeiickoii momyJastuuu [16]. Tun HacnexoBa-
HUSl ayTOCOMHO-TOMWHAHTHBIM. B OoMbIIMHCTBE CcliydaeB
3abosieBaHue AeOIOTUPYET 10 26 JIET, CpeqHMIt BO3pacT AebroTa
— 13 net. B 90% cny4aeB 3a60eBaHKe HAUMHACTCSI C PYKU WA
Horu U B 65% cily4yaeB pa3BUBAeTCs B MyJIbTU(OKAIbHbIE WX
reHepaaM30BaHHbIE POPMBI B TeUeHHe 3—5 JIeT; KpaHUalIbHas
MycKyJjiaTypa BoBiekaetcs y 15—20% GonbHbix [66]. HecmoTpst
Ha HaIm4ue OOIIMX 3aKOHOMEpPHOCTEH, (HEHOTUIIMUCCKUI
cnextp Mytauuu DYT1 mupok W BKIIOYAET HE TOJbKO
(bokanbHBIE M TeHepanu3oBaHHBIE (HOPMbI, HO U (HOPMBI,
MaHH(DECTUPYIOIINE U30JMPOBAHHEIM TPEMOPOM U/MJIN TIap-
KuHCOHM3MOM |3, 58, 60]. TIpakTiyeckn Bce OMUCAHHBIE 1O
cux 1mop B Mupe (B T.4. U B Poccuu) MHOrOUMCIEHHBIE CIyYan
dopmer DYT1 0o0ycnoBieHbI OXHOM M TOH Xe MyTauueir —
nenenuedt Tpex HykaeotunoB (delGAG) B rene TORIA Ha
JUTMHHOM T11eue 9-it xpomocombl (Jiokyc 9q32-q34), pesy:bra-
TOM Yero SBJIsSIeTCs YTpaTa TIyTaMUHOBOTO OCTaTKa B IMPOIYK-
Te reHa (Oenok topcuH A) [3, 16, 66]. IleHeTpaHTHOCTb
MyTaHTHOTO reHa coctasisiet 30—40%. B aByx ciydasx aucro-
HHMM OMMCaHbl Takxke MucceHc-myrauum TORIA [18, 90],
OJHAaKO TaTOTeHETHIECKOEe 3HAUCHME JaHHBIX MYTAIlWii OCTa-
eTcsl AMCKyTabeabHbIM. TopcMH A, 00Jafgaloliuii BBICOKOI
TOMOJIOTHEll ¢ OeNKaMM «TEIUIOBOrO IOKa», OTHOCHUTCS K
rpymmne AAA+ AT®a3 1 B3auMoIeiicTBYeT, 1o KpaiiHeil Mepe,
C TIATHIO PA3IMYHBIMU CTPYKTYPHBIMU O€KaMU KJIETKH, YTO
00BSICHSIET €0 BOBJIEUEHHOCTh B MPOIIECC 00pa30BaHUS Kie-
TOYHBIX OPTaHEIUT, B TOM YMCJIe BE3UKYI, KOHTPOIb Hal (PYHK-
LIUSIMU TIPOTEOCOM, OeJTKOB-IAepoOHOB M MUKPOTPYOOUEK, a
TakXke yyacTue B MeXaHM3Max MeMOpaHHOTo TpaHcmopTa [35].

DYT2: eenepanuzoeannas OUCWIOHUS C DAHHUM HAYAAOM U
soeneyentem Kpanuouepsuxatviuix mouuy. Popma omucaHa B
HECKOJIBKMX ayTOCOMHO-PELIECCUMBHBIX CEMbSIX MCIAHCKO-
IBITAHCKOTO, Cce(apacKoro M apaOdCKOTro IMPOMCXOXICHMS.
Cpennuii Bospact nebrora — 15 et. @enorum cxomeH ¢ DYT1:
THMCTOHMYECKME TIPOSBICHMS OOBIYHO HAUMHAIOTCS C HIDKHUX
KOHEYHOCTEH, OTMEeUeHa TeHICHIINS K OBICTPOIi TeHeparn3a-
LUK TIpOIlecca W BOBJICUCHMIO KPAaHMOLEPBUKATBHBIX MBIIII]
[33, 44, 57]. XpOMOCOMHBIii JIOKYC U TeH JaHHOI (hOPMBI ITep-
BUYHOI TMCTOHUM 0 HACTOSIILIETO MOMEHTA He MACHTUMDULIN-
POBAHBI.

DYT4: ducmonus — wenomnas Oucgonus. IlepBoHAYATBHO
(beHOTUN OBLT OMHUCAH Y HECKOJIBbKMX WIEHOB 0OJIbIION ayTo-
COMHO-TOMUHAHTHOW aBCTPAJMACKON CeMbH, CTpaJaBIIUX
IIEMOTHOM TUC(OHNEH — U30JIMPOBAHHON UM B COYETAHUU C
TopTukoucoM. Bospacr aebrora — ot 13 go 37 ner [5, 67].
Jlokyc 60J1e3HM KapTHpoBaH Ha xpoMocome 19p13.3-p13.2, ren
3abonesanust TUBB4 xonupyer Genok TyoynuH P-4 [53]. B
HaCTOsIIee BpeMsI M3BECTHO JIAIIb O IBYX MUCCEHC-MYTAIIUsIX
(Arg2Gly u Ala271Thr) B rene TUBB4, accolMMPOBAHHBIX C
dopmoii DYT4 [53].

DYT6: ducmonus «cmewanto20» muna ¢ Ha4aiom 6 HHOUECKOM
eospacme. T1o pasubiM oueHkaM, DYT6 cocraBnsier ot 1% 10

o7

['eHETMKA HACNIEACTBEHHbIX GOPM AVICTOHMM

25% Bcex ciyyaeB MEPBUYHOM TUCTOHUM C HAYAJIOM B PaHHEM
1 1oHOmecKoM Bospacte [10, 28, 65]. [To-BumnMoMmy, 3T0 BTO-
pas mo pacrnpoctpaHeHHOcTH (rmocie DYT1) reHetuueckas
(hopma miepBUYHOIT TicToHUM. [IeHEeTpaHTHOCTh TeHa BHICOKAs
(60%). Kax u DYT1, dopma DYT6 Hacnemyetcsi ayTOCOMHO-
JoMHHAHTHO. DEHOTUT XapaKTepU3yeTCs] Ha9aloM B CpelHeM
B 16 JeT; yalle BCero MepBOHAYAILHO B TUIIEPKUHE3 BOBJIE-
Kaetcst pyka (50%), 3ateM ciielyeT BOBJIeUEHHE KPaHUAIbHOM
(25%) win nepBuKaibHOI (25%) MycKylaTyphl ¢ TeHAEHLIUEH
K TeHepaJu3aluy WK MyJIbTU(hOKATbHOMY PacpOCTPaHEHUIO
GoJiee yeM B MOJIOBUHE cirydaeB [66]. IuchoHus 1 qu3apTpus y
65% OOJBHBIX SIBJISIOTCS TOTIOJHUTEIBHBIM MHBATUIM3UPYIO-
mmM aktopom. [TpuunHa 3a0oneBaHusS — MyTallMU B TeHE
THAPI na xpomocome 8p21-q22. Ten THAPI coctout u3 Tpex
9K30HOB 1 KOIMPYET OCJI0K, YIACTBYIONIMIA B pealu3aliu mpo-
rpaMMHI aronTo3a (thanatos-associated protein 1, THAPI)
[89]. ¥V GonbHbIX ¢ DYT6 omucaHbl 62 pa3niuM4Hble MyTallMK B
rene THAPI: npeobGnamaior mucceHc-mytauuu (64,9%) u
MaJible Ieeuy BHe paMKu cunthiBaHus (19,3%), XoTs1 n3BecT-
HBI U IpyTye TUIbI MyTaluii (7% —HoHceHe-MyTanuu, 3,5% —
MyTallMU CO CABUTOM PaMKM CUMTBIBaHMS, 1,8% — MHCepmu
BHE paMKH CUMTBIBAHUS, 3,5% — KOMITIeKCHBIe MyTanun) [12].
Moryt 3aTparuBaThCsl BCe TpU 3K30Ha reHa. YeTkue Koppess-
IIM TEHOTUN—(EHOTHUTI IO HACTOSILIIETO BPEMEHU HE OTMCAHBI
[12, 89]. benok THAPI1 coctoutr u3 213 aMUHOKUCIOTHBIX
OCTaTKOB M PacCMaTPUBAETCS KAK SICPHBIN TPOATIONTOTHYE-
CKuii (haKTop, aCCOIMUPOBAHHBII ¢ SACPHBIMU TeTBLIAMU TIPO-
MUEJIOLMTAPHON Jeiikemun [68]. OnmcaHo B3auMoneiicTBue
THAPI ¢ gpyrumu Geikamu, Kak MpOSIBASIOIIMMU MTPOATION-
TO3HBIE CBOMCTBA, TaK U YYACTBYIOIIMMH B MOAAEPKAHUM CTa-
OMJIBHOCTM TEHOMa M TIPOTMBOBHMPYCHOI aKTMBHOCTH [68].
[Mamwentsr ¢ DYT6, moxBeprinrecst orepaTUBHOMY JIEYEHHIO
(rTyOOKOI# 3JEKTPOCTUMYIISIIIMM BHYTPEHHETO cerMeHTa OJ1el-
HOTO 111apa), B 1IeJIOM JIeMOHCTPUPYIOT YIydllleHne KaK Kade-
CTBa KM3HM, TaK W IBUTATENbHON aKTUBHOCTH, OTHAKO B
3HAYUTETHHO MEHBIIICH CTeTICHM, HEXeT HOCUTEIN MyTAIlUH
DYTI. VnyuieHue nBuraTebHOR OLIEHKU B ITOCIEONEpalnoH-
HoM nepuoze y nauuenToB ¢ DYT1 coctaBuno 34—88% [92], B
TO BpeMsl KaK aHaJOrMuyHble Tokaszarean npu dopme DYT6
OBITM CYLIECTBEHHO HUXe — Bcero 16—55% [37, 91]. Baxubim
MOMEHTOM SIBJISIETCS Takxke To, uTo npu DYT6-dopme omepa-
THBHOE BMEIIATEIbCTBO YMEHBIIAET IUCTOHNYECKIE THIIEPKHU -
He3bl, 3aTparvBaole KOHEYHOCTH, IO ¥ TYJTOBUIIE, OHA-
KO TIPAKTUYECKHU HE BJIMSIET HAa BEIPAXKEHHOCTD JJApMHTeATbHOM
JMCTOHWH (HapylieHue peuu u riotanus) [37, 43]. Takue pas-
YU B UCXOZAX TJIYOOKOHM SICKTPOCTUMYJISIIIMM MO3Ta
00yCTOBIMBAET HEOOXOMMMOCTD TIPOBEACHIS MEINKO-TCHETH -
YeCcKOro aHajan3a MallMeHTOB Ha 3Tare, IPEIIeCTBYIOLIIEM
omnepauuu [28]. OnpeneaeHne THUIIA MyTalluK y OOJBHBIX C TIep-
BUYHOM AMCTOHHWEH C PaHHMM HAyaJOM MOXET SBISAThCS
OJIHUM W3 KJTIOYeBBIX (haKTOPOB OMpeneeHUs] MOoKa3aHUil K
XUPYPrUYECKOMY JIEUCHUIO.

DYT7: ¢okanvnhas oucmonus ¢ nozdnum Havasom. OTUCAHO
7 MAlMEHTOB B ayTOCOMHO-IOMMHAHTHOW HEMEIIKO# CeMbe:
(heHOTUIT TIpeACTaBIEH MPEUMYLIECTBEHHO LIEPBUKANIbHOI
JMCTOHWEH, C TOTIOJTHUTETbHBIM BOBJICUEHUEM OpaXuaabHOM 1
KpaHUaJbHOW MYCKYJIaTypbl B HECKOJBKMX ciaydasx [52].
Bospacrt mebrora — ot 28 mo 70 net (B cpemHeM — 43 roma). Jlo
HeJIABHETO BPEMEHHM JIOKYC CUMTANICS KapTUPOBAHHBIM Ha XPO-
MocoMe 18p, 0mHaKO B TIOCIEMHUX MyOIMKAIMAX 3TO MOJIOXKeE-
Hue ocrapuBaetcd [87]. Ten DYT7 moka He ycTaHOBIIEH.

DYT13: gpoxanvnas/ceemenmapras ducmonus ¢ 64a20npUsmMHbIM
meuenuem. OIUCaHa Y HECKOJIbKUX YWIEHOB ayTOCOMHO-IOMM-
HAHTHOI1 uTanbsHCcKoM ceMbu [82]. CpeaHuii Bo3pacTt aedioTa
— 16 net. ®eHOTUIMMYECKU 3TO (POKATbHAS, MYJIBTH(OKATbHAS
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WM CerMEHTapHas IUCTOHMS C HAYaoM, Kak MpaBuio, B Kpa-
HUOLIEPBUKATBHOM MYCKYJIaType WM MBIIIAX PYK, C PENKUM
BOBJICUEHUEM JIAPUHTETbHON MycKyIaTypsl [9]. JIoKyc KapTu-
poBaH Ha xpomocoMe 1p36.32-p36.13, TeH He MACHTUDUIIPO-
BaH.

DYTI17: eenepanuzosannas/ceemenmapHas OUCMOHUS C PAHHUM
Hauasom. Onucanbl 3 cayyas DYT17 y cubcoB B JTMBaHCKOIA
UHOPEqHO! CeMbe C ayTOCOMHO-PELIECCUBHBIM HACJIEOBAHM-
eM. [e61oT 3aboeBaHus — B TIOAPOCTKOBOM BO3pacTe; Havyajo
C 1IEPBUKAIbHOM AMCTOHUU, C TMOCICOYIONIMM MEePeXoaoM B
CerMEHTapHyI0 (OPMY B IBYX CIIydYasx M TeHepamu3anueil B
OJIHOM, C MPOSIBIEHUSIMU quchoHuu U qu3aptpun [21]. Jlokyc
DYT17 kaptupoBan Ha xpomocome 20p11.2-q13.12, reH moka
HE U3BECTEH.

DYT21: ¢hokanvras ducmonus ¢ no3onum Hauasom. Ommcansl 16
cmyyaeB DYT21 B ayToOCOMHO-IOMMHAHTHOI MIBEICKOM CEMbe:
Bo3pacT aedtota — ot 13 1o 50 set (B cpeaHem — 27 jeT), Hava-
JI0O TUIMEpKUHE3a — C KpaHUOolepBUKaibHOU obnactu (75%)
WM MBI pYK (25%), IpuyeM B pa3BepHYTOi cTaauu 60Je3-
HU TIpeoOIagalnT TeHepaln30BaHHBIC W MYIBTU(OKATBHBIC
dhenorunsl guctonuu [61]. Jlokye DYT21 kapTpoBaH Ha Xpo-
Mocome 2q14.3-q21.3, reH 10 HACTOSILETO BPEMEHH He MIeH-
TUDULIUPOBAH.

DYT23: uepeuxanvhas OucmoHnus ¢ HO30HUM HAYAAOM.
Knmamyeckue TPOSBICHUS B OIMMCAHHBIX 1O HACTOSIIETO
MOMEHTA CJTyyasXx (CEMEMHBIX M CHOpaaMYecKuX) BKITIOYAIN
LEPBUKAIbHYIO TMCTOHMIO, MHOTAA B COUETAHUU C TPEMOPOM
TOJIOBHI 1 pyK. Bo3pact ne6tota — mocne 30 net. Tum Hacemo-
BaHMSI ayTOCOMHO-IOMMHAHTHBIN. Jlokyc DYT23 xapTuposaH
Ha xpomocoMe 9q34, 1 B omHOM U3 paboT IoKa3aHa BO3MOXHasI
CBSI3b TaHHOI (POPMBI MMCTOHNY ¢ MyTanueii B rere CIZ1 (mipo-
TYKT reHa BosieueH B cuHTe3 JJHK 1 KoHTpob Hajx MuUTOTHYE-
CKUM LKKJIOM) [88], OMHAKO 3TU JaHHBIE TTOKA OKOHYATETbHO
HE TTOATBEPXKICHEL.

DYT24: kpanuouepsukanvhas OUCMoHUs ¢ 808AeHeHUEM AAPUH2e-
AAbHOILL MyCKYAamypol U 8epxHux koHeyrHocmeii. OTcaHsI 12 ciy-
YaeB B TPEX CEMbsIX C ayTOCOMHO-TOMUHAHTHBIM HacJIel0Ba-
HueM. Bospact nediota BapsupyeT oT 19 10 39 net, 3a0071eBa-
HUE XapaKTepU3yeTCs MPEUMYIIIeCTBEHHBIM BOBJICUEHUEM Kpa-
HUOILIEPBUKAIBHOM MYCKYJIATyphl, B HEKOTOPBIX CIydasx
COMPOBOXIAIOMIMMCSI TUCTOHMYECKUM TPEMOPOM BEPXHUX
KOHEUHOCTEH, TapuHTeaTbHOl TucToHuel unm 61edapocmnas-
MoM. Jlokyc DYT24 xaptuposan Ha xpomocome 11p14.2, 3a60-
JieBaHUE 00YCJIOBIEHO MyTalusMu reHa ANO3 (MpodyKT JaH-
HOTO TeHa — 0eJIOK aHOKTAMWH-3, OCYLIECTBJISIIOLINI KOHT-
POJTb 32 TPAHCMEMOPAaHHBIM TPAHCIIOPTOM MOHOB B HEMPOHAX
crpuatyma). B HacTosiee BpeMst U3BECTHO 6 Pa3IMYHBIX MyTa-
uuit ANO3 [20].

DYT25: uepsukasvhas OucmoHus ¢ HNO30HUM HA4ANOM.
[TepBoHavanbHO OMKCAaHA B JBYX CEMbSIX €BPOIMEICKOro Mpo-
UCXOXIEHUS C ayTOCOMHO-JIOMUHAHTHBIM HaclleJ0BaHUEM
Oonesnu. Bospact nediota Bapbupyet oT 7 10 54 JeT, B cpefHeM
— 31 rox [30]. B GonbimHcTBe ciydaeB (82%) 3aboneBaHue
HAYMHACTCS C LIEPBMKAIbHOM MYCKYJIATYPHl M B KOHEYHOM
UTOTEe OHA OKAa3bIBAETCS BOBJIEYEHHOU Y 93% OOMbHBIX; Oosee
yeM B [TOJIOBMHE CJIyJaeB XapaKTepHa CKJIOHHOCTb K FeHepajit-
3a1uu. BopieuyeHHOCTh KpaHUAIbHO MYCKY/IaTyphl OTMEUYeHa
y 57% 60bHBIX, Y 44% TALMEHTOB TAKXe UMETH MECTO Mpo-
SIBICHUSI JIApUHTEaTbHON MMCTOHMM C HapyLIEHUEM DPEeyu.
Takum 00pa3oM, BbILIEOMMCAHHbIE KIMHUYECKHUE TIPOSIBICHMUS
commxator peHotun DYT25 ¢ omucaHHOl paHee TUCTOHMEH
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DYT6. Jokyc DYT25 kxaptupoBaH Ha xpomocome 18pll. B
OIMUCaHHBIX CIy4asix 3a00JeBaHKe 0Ka3aI0Ch 00YCIOBIEHHBIM
8 paznuuHbIMKM MyTaLuusiMu reHa GNAL, 4to conmpoBoXaanoch
MOBPEXIEHUSIMU MPOAYKTAa TeHA — IYyaHMHOBOTO HYKJIEOTH]-
CBSI3BIBAIOIIETO TIPOTEMHA W TMPMBOAMJIO K HApPYIICHUSM B
JN0GhaMUHOBOM M XOJIMHEPTMYECKON MEIUaTOPHBIX CHCTEMax
crpuatyMa. [Ipenmonaraercs, yTo JaHHBIN OEMOK Y4acTBYET B
conpsbkeHu DI-penientopoB NpsIMOro CTPUOMNALIMIAPHOTO
MYTH € aIeHO3MHOBLIMU A2A-pelienTOpaMu HETPSIMOTO IyTH 1
aKTUBALMU TeM CaMbIM aJeHWIATIUKIA3hl 5-ro Thma [23].
T. Fuchs u coaBr. [30] BbISBUIM JaHHBIE MyTaluu B 6 u3 39
o0cnenoBaHHbIX ceMeit (15%), 4TO MOXET CBUIETEbCTBOBATD
0 TIOTEHIMANbHO BBICOKON YACTOTE BCTPEYAEMOCTH ITOIA
(hOpMBI IVICTOHNY Y TIPENCTAaBUTENEH eBPOTICHCKOI PaCHL.

JIuCTOHMS-ILTIOC

DYT5/DYT14: dogpa-uyecmeumenvras Oucmonus (CUHOPOM
Ceeasbi). 3aboneBaHIe HaCTEIyeTCS TI0 ayTOCOMHO-TOMIHAHT-
HOMY THWITy, JIOKYC KapTMpoBaH Ha xpomocome 14q22.2.
OeHotunmaecku 11 cuHapoMa CeraBbl XapaKTepHBI paHHUIA
(B cpemHeM — 6 JieT) 1e6I0T ¢ IepBOHAYAIbHBIM BOBJIEYCHUEM
HOT, TUCTOHUSI KOHEYHOCTEW M TYJOBHUILA, CYTOYHAsl Bapua-
0eIbHOCTb CMMITOMOB (YJMYYILEHUE COCTOSIHUSI TOCJE CHA),
JpamMaTnyeckoe YIydllieHne Ha (hOHe MaJIbIX J03 JIEBOIOIBI 1
OTCYTCTBME JIEBOJIOMA-MHIYLIMPOBAHHBIX OCIOXHEHUI Ha
(one MHoronetHeil Tepanmuu. KiMHWYecKue TPOSBICHUS
TaKXKe MOTYT BKJII0YATh TAPKMHCOHM3M [63], BOBJIeUeHME Kpa-
HUalbHOI MycKynatypsl [78, 81], runeppedaekcuto, crnacTuy-
HOCTb [64], ckommo3 [31], meuxuarpudeckue HapyieHus [83],
TeHepaM30BaHHYI0 TUIOTOHMIO C MPOKCHMAJIbHON MbIIIEY-
Hoii cnabocTbio [47] u ap. Ilo Halemy OMBITY, HOCUTEILCTBO
MyTalluK TIpY TaHHOW (popMe AUCTOHUU MOXET Takxke IMpo-
SIBJIATBCS. PSIIOM «CTEPTHIX» U/WUIM aTUTIMYHBIX CUMIITOMOB —
HETIOCTOSTHHOM SKBMHOBApPYCHOM YCTAHOBKOM CTOI (TJIaBHBIM
00pa3oM, Mpu Xoab0¢e) ¥ U30JIUPOBAHHBIM ITOCTYpaIbHO-KIHE-
THUYeCKUM TpeMopoM [3, 41]. Dra dhopma moda-uyBcTBUTEb-
HOIMl JUCTOHWM BBI3bIBaeTcsl MyrauusMu reHa GCHI [40].
IMenerpanTHOCTh TeHa coctaBiuseT 35—40%. K Hacrosmemy
MoMeHTy onrcaHo 6onee 100 pasnmuunbix mytauuit GCHI [93],
B T.U. 4 HOBBIX MyTalluu WACHTU(HUIIMPOBAHBI B POCCUICKUX
cembsix [41]. IIponykr rera — pepment ['TA-nukmornaposna-
3a-1, KOTOpPBIIf Y4acTBYeT B TMEPBOM 3Tale OMOJOTHIECKOTO
IIVKJIa TeTPAaruapoOrONTeprHa, OCHOBHOTO KO(haKTopa TUPO-
3UHTUAPOKCUIIA3bl, CUHTe3upytouein nopamun [40]. ¥ mauum-
eHTOB OOHapyxXuBaeTcsl 3HauuTenbHOe (<20%) CHUXeHHe
YPOBHSI aKTUBHOCTH JTAHHOTO (pepMEHTa, a BeCh MOCIEYIOIIHIA
OMOXMMMYECKHMIT KacKa/l B HUTPAIbHBIX HEHPOHAX MOXET ObITh
3¢ PEeKTUBHO BOCCTAHOBJIEH MPY BBEICHUM TIPE/IIIECTBEHHUKA
nodamMuHa — JIEBOJOIII.

Hoga-uyecmeumenvras Oucmonus, accoyuuposanHas ¢ eeHamu
TH u SPR. B He3HAaunTeNbHOM TIPOLIEHTE ClyyaeB qoda-dyB-
CTBUTEJIbHAS AUCTOHUS 00YCIOBICHA MYTALIUSIMK B T'eHaX APY-
ruxX (pepMEHTOB OMOXMMMYECKON LIeNM CHHTe3a Jo(aMuHa —
TH (tupo3uHrumpokcunasza) u SPR (cemuanTepuHpeayKTasa);
COOTBETCTBYIOIINE JIOKYCHI PACIIONOXEHBI Ha XPOMOCOMax
11p15.5u 2p14-p12[77, 84]. Dth penkue GopMbI HACIETYIOTCS
M0 ayTOCOMHO-pPEIleCCUBHOMY THIY. B menmom (eHoTHIIIUE-
CKHE TIPOSIBJICHMSI COOTBETCTBYIOT HO(a-IyBCTBUTECIBHOMY
CUHAPOMY IMCTOHUSI—APKIHCOHM3M, OTHAKO B CIJIY COITYT-
CTBYIOIINX HAPYIICHN! CHHTE3a CepPOTOHMHA W HOpPaJpeHAaH-
Ha CHMIITOMAaTHKa MOXET BKJII0YATh KOTHUTHBHBIC HapyIIe-
HUS, OKYJIOTUPHBIE KPHU3bI, MBIIIEYHYIO TUTIOTOHHUIO, TSKEITYIO
OpanMKuHe3uIo, cuanopeto, nTo3 u ap. [22, 77].
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DYTII:  ankoeonb-uyecmeumenvias — MUOKAOHYC-OUCMOHUSL.
MUOKIIOHYC-TUCTOHUSI — DPEAKOE HEMporpecCHpyloliee ayTo-
COMHO-IOMMHAHTHOE 3a00JieBaHUE, XapaKTepPU3YIOIIeecs
MaHudecTalyeil B AeTCKOM BO3PacTe MIOKIOHIMIECKOTO THITEeP-
KMHEe3a B COYETAaHWM C IMCTOHMEN MBI Ier, PYK U JIMIa, a
TaKXe YMEHbBIIEHUEM BBIPAKEHHOCTH CHUMIITOMOB TIOC/IE TIpUe-
Ma ankorons. KimHudeckue MposiBICHUS MOTYT BKJIIOYATh
TaKKe aHOMaJIMM KOCTHOTO CKeNleTa, JIMIEBYIO AM3MOPQMHIO,
3a[ePXKKy TICHUXOMOTOPHOTO Pa3BUTHUS, COCYIMCTBIC Maabhop-
Maluu, JIETPecCHio, TPEBOXHOCTh, TTAHWYECKKE aTaku, odcec-
CUBHO-KOMITYJIbCUBHBIE MOBEACHYECKUE paccTpoiictsa [7, 11,
24, 54, 56]. Jlokyc DYT11 xaptupoBaH Ha xpomocome 7q21.3;
NpuYMHa 3a00j1eBaHust — Mytaiuu B reHe SGCE (e-capKoriu-
KaH) [62], UX K HACTOsIILIEMY MOMEHTY omucaHo Oosee 50 [45].
CeMeiicTBO CapKOIIMKAHOB (a-, B-, y-, -, & ¥ (-capKorInKa-
HBI) OTHOCHUTCSI K TpaHCMEMOPaHHBIM TJIMKOIPOTEUIAM, yda-
CTBYIOILIM B (DOPMUPOBAHUN TUCTPODUH-TJUKOIPOTEUNHOBOTO
KOMITJIEKCa B HEPBHOI 1 MbIIIEUHOI TKaHu [38].

DYTI12: Oducmonusi—napkuHcoHu3m ¢ ObiCMPbIM  HAYAAOM.
Bospacr ne6ioTa TaHHOTO ayTOCOMHO-IOMMHAHTHOTO 3a00J1e-
BaHUS BapbupyeT oT 4 10 58 JeT, B cpelHeM MPUXOAMUTCS Ha
12—23 rona [14]. Knmuanuecku g DYT12 xapakTepHo ocTpoe
(B TeueHME YacoB, AHEH, HEeeNb) HAYAlI0 TUCTOHUM, YacTO B
COYCTAaHMM C TTAPKWHCOHU3MOM. TUIIMIHEL Tucdarus, 1u3apT-
P, a TAaKKe pa3BUTHE CUMITTOMATHKH IO POCTPOKAYTATbBHOMY
IPamUeHTy (BBIPAKEHHOCTh TUCTOHMM MaKCHMajbHa B OYJb-
0apHOll TpymIie MBIIIL, B MEHbIIEH CTeNeHM MOopaxkKaloTcs
PYKH, a BOBJEUCHNME HOT MUHUMAIIBHOE JIMOO OTCYTCTBYET).
Crpecc, aaKorojib, pOIBI, JMXOpanKa B PSAe CIyJaeB MOTYT
BBICTYTAaTh B POJIM MPOBOLIMPYIOLIMX (hakTopoB. JIOKyc KapTu-
poBaH Ha xpomocome 19q13.2. [IpnurHa 3a001eBaHUsS — MyTa-
uuu B reHe ATPIA3, KomupytomeM o3-cyobenunuiry Na/K-
AT®a3pl [25]. benkoBbIil MPOAYKT TeHa MOIIePXKUBAET TPAHC-
MEeMOpPaHHBIA 3MEKTPOXUMUICCKUI TPaIUeHT B BO30YIMMBIX
TKaHSX, B T.U. B HelfpoHaX. K HacToSIIeMy MOMEHTY B CEMbBSIX C
DYT12-hopmoit aucTroHMu—napKMHCOHU3Ma onucaHo 10 pa3-
JTUYHBIX MyTalmii B rene ATPIA3 [80].

DYTI15:  ankoeons-uyscmeumenvhas —MUOKAOHYC—OUCIOHUSL.
OmnucaHa y 13 wieHOB KaHAICKON CEeMbM C ayTOCOMHO-IOMMU-
HAHTHBIM HACJIEIOBAHUEM 00JI€3HH, KIMHUYECKasl KapTUHA
(BKJTIOUAsl peaKiIMIo Ha TIPMEM aJIKOToJIsl) BechMa cXoaHa ¢ hop-
moii DYT11, Bospacr mebrora Bapeupyer ot 7 o 15 ner [36].
Jlokyc KapTupoBaH Ha xpoMocome 18pl1, reH He M3BECTEH.

DYT16: oucmonus—napxunconusm. B Mupe OIMMCaHBI JIUIIb
3 ceMbu ¢ JaHHBIM 3a0071eBaHIEM (BO BCeX HAOM0IANICS ayTo-
COMHO-JIOMUHAHTHBIA TN HacnenoBanus). dus DYT16
XapakTepeH paHHUWiT 1e0T cumntomoB (2—18 ner).
[epBoHAYaTbHO B IMCTOHUYECCKUI TUTIEPKITHE3 BOBJICKAIOTCS
KOHEYHOCTU; OTMEYEHA TeHAEHLUS K IeHepaIM3aLuu IUCTO-
HUY U BOBJICUYEHUIO JIAPMHICATbHONH MYCKYJIATyphl C MOCIe-
TYIOIIM TIPHUCOSTMHEHNEM AUC(OHNM, TU3APTPUN U duca-
ruu. Bo3MOXHO coueTaHMe BBINICONMCAHHBIX KIMHUYECKUX
TIPOSIBIIEHUIA C TApKUHCOHM3MOM. B psizie ciyyaeB oTMeueHa
athheKTUBHOCTh ManblX 103 Jesopomnbl [13, 19, 73]. Jlokyc
DYT16 xaprupoBaH Ha xpomocome 2q31.2. 3aGoneBaHue
obycosneHo Mytauusmu reHa PRKRA, xonupytomero PHK-
3aBUCHMBIi aKTUBATOP MPOTEMHKUHA3H [19, 73].

T1apokcu3MabHble JHCTOHHH/ THCKHHE3HH

DYTS: napoxcusmanvhas nekunesuoeennasn ouckunesus (Mount-
Reback). KnuHnyeckas KapTuHa XapakTepu3yeTcsl HauyajaoM B
JEeTCKOM (TIOAPOCTKOBOM) BO3pAacTe, MOSIBIEHUEM IPHCTYIIOB
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['eHETMKA HACNIEACTBEHHbIX GOPM AVICTOHMM

CIIOKHBIX HETPOU3BOJbHBIX T€HEePaIM30BaHHbBIX JBUXKEHUI
(xopeu, OannuM3ma, aTeTo3a, AUCTOHUU), KOTOPbIE OOLIYHO
TIPOBOLIUPYIOTCS IIPUEMOM aJIKOTOJIST MM KObe ¥ BO3HUKAIOT B
nokoe [27]. B THIWYHBIX clydasx TPUCTYI HauyMHaeTCs KakK
TeMUTUCTOHMSI, HO TOCTEIIEHHO TUIEPKMHE3 OXBaThIBAaeT BCE
KOHEYHOCTH, TYJOBHUIIE, ILICI0 M PEYEeBYID MYCKYJATypy.
Co3HaHMe B MOMEHT TPUCTYIIAa OCTACTCS COXPAHHBIM (KaK U
MIPU BCEX OCTANBHBIX (POpMax MapoOKCH3MAIbHBIX TUCKUHE-
3uit). [IpUCTYIIBI IIATCS OT HECKONBKIX MUHYT 10 HECKOJIBKIX
YacoB M HEPENKO COIPOBOXMAIOTCA aypoil (TapecTe3uiu),
YacToTa MX BO3HUMKHOBEHUSI — OT HECKOJbKUX pa3 B J€Hb JIO
HECKOJIbKMX pa3 B Tof. Tum Hacaen0BaHMs ayTOCOMHO-A0MU-
HaHTHbIHA. JIoKyc KapTupoBaH Ha xpoMocoMe 2q35, B OCHOBE
3a00JIeBaHUS JIeXaT TOUKOBbIE MUCCEHC-MyTaluu reHa MRI,
KOIMPYIOIIETO peryasiTop MuopuodpumioreHesa-1 [32, 49, 70].
Oyukuns 6enka MR-1 10 KoHIIa He sICHa, OIHAKO Ipe/roa-
raeTcsl ero yyacTe B MeTabO0IM3MPOBAHUM METHUITIMOKCAIS —
MPOJYKTa OKUCIUTENBLHOTO CTpecca, Takxke 0OHapY>KEHHOTO B
Koe 1 aTKOroJbHbIX HanmuTKax [49].

DYTY9/DYT18: napokcuzmanvhblii Xopeoamenos ¢ 3nU300U4ecKoil
amakcueil u cnacmuurocmuio. J1e010T 3a001eBaHNS TIPUXOANUTCS
Ha gerckuit (2—15 ;er) Bospact. CMMITOMATHKA BKITHOYAET
MApoOKCHU3MbI XOpeoaTeTo3a W/WIKM XOpeoOauTi3Ma, KOTOpBIC
YacTo MPOBOLMPYIOTCS ATKOTONEM, CTPeCcCOM, (PU3MYECKUMU
Harpy3kamu, ToJoflaHueM, a Takxke Oonbio. MHTepecHo, uTo
paHee (IO OTKPHITHS TeHa) CUMTABIIASICS CaMOCTOSTETBHOI
dopma DYT18 HOcua Ha3BaHME «ITApOKCU3MAaIbHAsK TUCKUHE-
3Us1, BBI3BaHHAsI HATPy3Koit». [IprCTyIbI Mpy TaHHOM BapHaHTe
MapoOKCU3MAIbHOTO XOpeoaTeTo3a MOTYT MPOHOJIKAThCS OT
MMHYT 10 YacoB, WX YacTOTa — OT HECKOJbKUX B JEHb JO
HECKOJIbKUX B rol. Bo3MOXHO Takxke coueTaHue ¢ Au3apTpuei,
aTaKCUeH, CIACTIICCKOM Taparierreii, QMCTOHMIECKIM Tpe-
MopoM [71], anunenTudecKuMu mpunaakamu [55, 79], murpe-
HbIO [59], KOTHUTUBHBIMM HapYIICHUSIMU, arPECCUBHBIM TOBE-
JEHHEM, TeMOJIMTUYECKoii aHemumeir [86]. JlmarHocTMyecKum
MapKepoM CTyXKUT CHVKEHHE COOTHOILIEHUS [ITIOKO3bI B 1ieped-
POCMMHATBHOM XUAKOCTH/KpoBK Hike 0,5 79, 86]. Tun Hace-
JOBaHUSI ayTOCOMHO-IOMMHAHTHBIN. JIOKyc KapThpoBaH Ha
xpoMocoMme 1p34.2; 3a00j1eBaHNe 00YCIOBIEHO MyTaLUSIMU T'eHa
SLC2A1/GLUTI, xooupyouiero TpaHCIOpPTEp TIJIIOKO3bI-1,
KOTOPBIA B CBOIO 0YEPENb SIBISETCS OCHOBHBIM MEPEHOCUMKOM
[JIIOKO3BI B TOJIOBHOM Mo3re [72, 78, 86]. B ¢Bsi3u ¢ 3TUM Ipes-
TIOJIAraeTcst, UTO JUCKUHE3NN BO3HUKAIOT B pe3y/IbTaTe BhI3BaH-
HOTO Harpy3Koii (ronogaHueM) neuinuTa SHePIuu, O0YCIOBIH-
BAIOILIETO AMU30INYECKYIO TUCHYHKIINIO Oa3aIbHBIX TAHTIUEB.

DYTI10/DYTI9: napoxcusmanvhas Kune3uo2eHHAs OUCKUHE3US.
3aboseBaHKe AEOIOTUPYET B IETCKOM WM MOAPOCTKOBOM BO3-
pacte. KnuHuuyeckas kapTuHa 00Je3HM XapaKTepU3yeTcs
KOPOTKUMU (CEKYHIbI WX MUHYTHI) U yacThiMu (10 100 smum-
30/I0B B CYTKH) TIPUCTYMAMK IUCTOHMIECKUX UK X0perdopm-
HBIX TUIEPKUHE30B, MPOBOLMPYEMbIX BHE3AITHBIMU JBUXKE-
Husmu [8, 75]. Hacneoyercsi mo ayToCOMHO-IOMUHAHTHOMY
tumy. JIokyc KapTupoBaH Ha Xxpomocome 16p12-q12, npuunHa
3a00s1eBaHus — MyTaluu reHa PRRT2, komupyioliero 6oratblii
MIPOJIMHOM TpaHCcMeMOpaHHEIA 6eok-1 [68].

DYT20: napokcuzmanshas HekuHe3uoeeHHdas Ouckunesus. DTO
eme onHa (Hapsmy ¢ DYTS8) dopma mapokcru3ManbHON HEKMHE-
3MOTEHHOIi IMCKMHE3MH, KOTopast ObuIa BriepBbie onucana y 10
YJIEHOB KaHAJICKOW CEMbU C ayTOCOMHO-TOMWHAHTHBIM Hacle-
JoBaHUeM 0Oosie3Hu [74]. KnvHuyeckue mposiBlIeHUST B LEIOM
a”anornyHsl opme DYTS, HO mpuctymsl gBisoTCS GoJee
OTpaHMYEHHBIMU (TOJIBKO KOHEUHOCTH) U KOPOTKUMU (OT 2 10
5 MuH). SIBHBIE TPUTTEPHI TPUCTYIIOB OTCYTCTBYIOT. [eH 3a00e-
BaHMsI pacIoioXeH Ha XxpoMocoMe 2q31 1 moKa He YCTaHOBJIEH.
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DYT3: X-cyennennas OucmoHnus—napKuHcoHu3m (CuHOpom
Lubag). lannHoe 3a0oneBaHMe SHASMUYHO I OWIMIINH,
MYKYMHBI 00JICIOT Yallle KEHIIMH B CUITy XapakTepa HacJeno-
BaHus [50]. 3aboneBaHue HaUMHAETCS HA 2—4-M OeCATUIETUU
KM3HH ¢ (POKATBHBIX AMCTOHMYCCKHUX TMIEPKIHE30B JIMIIA,
OpPOMaHIUOYISIPHON MYCKYJIATYpHI, IIeH, TYJOBHIIA, KOHEUHO-
CTeif, ¢ TIOCTENIEHHBIM Pa3BUTHEM TeHEPATM30BAHHON (DOPMEI
IMCTOHMHU. B HEKOTOPBIX CIIyJasx MMCTOHMYCCKUM IIPOSIBIIC-
HUSIM MOKET MpeiecTBoBaTh TpeMop. [1o Mepe mporpeccupo-
BaHMS 0O0JIE3HU ITOCTETIEHHO TPUCOSINHSIETCS CHHAPOM TIap-
KMHCOHU3MA, MPAKTHICCKN HE PEarnpYIOIINIt Ha TPUMEHEHNUE
JieBojona-coaepxKaiux npenaparoB. CeKIIMOHHBIN MaTepual
B ABYX ciydasx DYT3 nponeMoHcTpupoBai rubesib HeiipoHOB
1 aCTPOIINTO3 B 00JIACTH CKOPIIYITBI M XBOCTATOTO sAzmpa [29, 85].
Hanuuue xneTouHoit rmbenu Kak TMaToMopghOIOTHYECKOM
OCHOBBI 3a00JIeBaHMS TTO3BOJISIET BBIICIUTh 3TOT AUCTOHUYE-
CKHUIl CHHIPOM B COBEPIICHHO OCOOYIO TPYIITY M MPOTHBOIIO-
CTaBUTb €r0 OCTAJbHBIM (OpMaM TMEePBUYHON TUCTOHMH,
SIBJISTIOIIMMCST He HeMpomereHepaTHBHBIMK, a CKOpee Helpo-
(byHKIIMOHATBHBIMU paccTpoiicTBamu [34]. Tur HacnemoBaHUS
0one3Hn — X-CLETUICHHBIN PeLecCUBHBIN, JTOKYC KapTUPOBaH
Ha xpomocome Xq13.1. ITokazaHo, uto ¢opma DYT3 o0ycioB-
JieHa MyTarssMu TeHa TAFI, Komupylolero 0eoK, acColuu-
POBaHHBIN ¢ pakTopoM TpaHcKpumiuu [39, 51].
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Dystonia is one of the most common movement disorders with
great medical, social and economic importance. Genetics plays
significant role in the development of different, and mainly pri-
mary, forms of dystonia. At present the range of hereditary dys-
tonic syndromes comprises more than twenty separate clinical-
genetic variants, which characterizes dystonia as a highly het-

erogeneous nosologic group calling for differentiated approach-
es to diagnosis and treatment. Detailed analysis of the literature
on hereditary forms of dystonia, including clinical picture,
molecular genetic basis, phenotype—genotype correlations, and
principles of DNA diagnostics and medical genetic counseling
of affected families, is presented.
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