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KyJodapuHTeaabHas MbleaHas nuctpodus (ODPM/I)

OTHOCHUTC K IPOrPECCUPYIOLIMM TePUAUTAPHBIM MUO-
MaTusIM, XapaKTepU3yeTcsl MPEUMYIIECTBEHHBIM ITOpaKe-
HUeM MBI inma 1 TooBel. O®M]I BcTpeuaercs B 2 TeHe-
TUYECKMX BapHaHTaX. ayToCOMHO-pelieccuBHOM (OMIM
257 950) u ayrocomHo-goMuHaHTHOM (OMIM 164 300).
DT BapUaHThI 00JIE3HU SBJISTIOTCS AJIJICIbHBIMU U O0YCJIOB-
JIEHBI pa3IMYHBIMU MyTaLIUSIMU B OOHOM reHe [1].

B Esporie pacnpocrpaneHHocth ODMJI Huskasgs —
1:100 000. Ho B oTAeNbHBIX CTpaHax WM TOMYJSLIMSIX
O®M/] BcTpeuaeTcst ¢ 0OYeHb BBICOKOU 4acToToil. Tak, BO
(bpanko-kaHaackoit momymsiunu B Kpedeke (Kanama) ya-
crota OP®MJI cocrasiaset 1:1000. Camas BeICOKas yacToTa
O®M]I B MUpe Ha CeTONHSIIIHUI IeHb BEIIBICHA y Oyxap-
ckux eBpees (M3pauib) — 1:600.

ODM/, B nonynsuusax Poccun mano msydena. [pen-
nmojoxuTebHo yactota OPMJl y pycckux cpaBHUMA C
TakoBoii B EBporne. TpymHOCTh TTOCTAHOBKM AMArHO3a CBSI-
3aHa C TTO3MHMM HauyajoM 3a00JIeBaHUs M HU3KOM MTPOI0II-
SKUTEJIbHOCTBIO XKU3HU POCCUSIH TT0 CPAaBHEHMIO C TAKOBOM
B €BpOIeCKMX cTpaHax [2].

Ocoo0ennocteio O®M]I sBiIsSICTCS XapaKTep MyTalllu,
00YyCJIOBIIMBAIOLIEH pPa3BUTHE ITOTO HACJIEACTBEHHOIO 3a-
ooseBaHus. Jledekr BwisiBisgeTcss B reHe PABP2 (monu-
aJleHWI-CBs3bIBalONIEM IMpoTenHe-2; OMIM 602 279),
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JIOKanuM3oBaHHOM B obsactu 14ql1.2-q13. OH xomupyet
MMOJIMaIcHIIAT-CBSI3BIBAIOIINI  O€JI0K, OTHOCSIIHUICS K
rpyIIIie TPOTEeMHOB KJIETOYHOTO Siipa, KOTOPhI OTBEYaeT 3a
CTAOWIIM3ALINIO 00PA3YIOLINXCS B SIAPE MOJIEKYT MATPUIHOMN
PHK BcieactBue ux noivaaeHUIMpoBaHus. B cTpykrype
reHa TPUCYTCTBYET IOCJIEI0BATEIbHOCTb ITOBTOPSIIOIINX-
ca tpurietoB GCG. OcHOBHOI TUIT MyTallMii — KOpOTKast
9KcIaHcus TpuHykieotTuaHoro nosropa GCG B Koaupylo-
el yacTu reHa. B HopMe 41ciio TTOBTOPOB HE MPEBBIIIACT
6, ogHako y 2% 310pOBBIX JIOJIEid OHO MOXET JOCTUTaTh 7,
YTO pacCIEHWBAaeTCI KaK IIPOSBICHHE HOPMAJIbHOTO II0-
muMopdusma. Y 6ombHBIXx OPMJI 4ncio MOBTOPOB TO-
BeilleHO 10 8—13. TskecTh MposiBIeHUST 3a00JieBaHUS
3aBUCUT OT YMCJIa TTOBTOPOB. BO3HUKHOBEHME ayTOCOMHO-
pPEeLieCCUBHOTO BapuaHTa OOYCIOBJIEHO TOMO3UTOTHOCTHIO
no GCG7-noBTOpy, KOTOPLIi SABISIETCS TIPUMEPOM alljie-
au-moaudukaropa. Hanbonee Tskenslit heHOTUIT HAOII0-
nmaercs y kommayHa-rerepo3uror GCG9/GCG7, a Takke
y romo3urot mo GCGY-noBropam. I[1pu 3TOM y TOMO3UTOT
C TaKMM HapylleHUeM (HaaudueM TaKoro 4yucia IMOBTOPOB
B 00€MX aJlJIeJIsIX) MaToJIOTUs MPOTeKaeT B LIEJIOM TsDKeiee
W AUATHOCTUPYETCS B cpemHeM Ha 15—20 et paHbIe.

ITIpu ODM]I, HapylieHUe OOYCIOBJIEHO <«IIepeao3U-
POBKOIi» OIpeaeJeHHOro reHeTnyeckoro Marepuaina. [lpu
9TOM (hopMa MaATOJOTUM (MEXaHM3M ee HacjedoBaHUsl U
CHMIITOMBI) 3aBUCHUT OT MacITabOB «IIepeTo3upoBKI». Ha-
JIMYME TeHEeTUYeCKoro aedeKkTa MPUBOIUT K MOSIBICHUIO Y
MMOJTMAIEHWIAT-CBSI3bIBAIONIETO OejIKa aHOMAaJTbHOTO «XBO-
CTa» M3 OCTAaTKOB aMMHOKMCJIOTHI aJlaHWHA, YTO HapyIIacT
(YHKIIMM 3TOTO TIpoTenHa. VIMEHHO ¢ HaJlM4ueM rojimaa-
HUHOBOM MMOCJIeI0BATEIbBHOCTU B CTPYKTYpe JaHHOTO OesiKa
CBSI3BIBAIOT TOSIBJICHNEC HUTEBUIHBIX BKIIFOUCHUI B sIApax
KJIeTOK (OOMH U3 CIEeIU(PUIHBIX MOPGHOIOTUUSCKUX TTPU-
3nakoB ODOM]) [3].

I[Ipn MOpdOIOrMIECKOM HWCCIICIOBAHUN BBHISBIISIOT-
Csl HUTEBUOHBIC 00pa30BaHUS B SApaX KIIETOK CKEIETHBIX
MbIIIL. HUTU MMEIOT BETBSIIYIOCS TPyOUuaTylo CTPYKTYpPY
¥ MHOTIA MOTIepeYHo McuepueHbl. Hapsmy ¢ 3TuM otMmeua-
I0TCS aTpouUecKre M3MEHEHUS B MBIIICYHBIX BOJIOKHAX
1-ro Tuna. I1pu 31eKTPOHHOM MUKPOCKONMKUPOBAHUU OOHA-
DPYXUBAETCsl YBeJUUEHUE pa3MEepPOB MUTOXOHIAPUIA C HAJIM-
YHeM B HUX KPECTOBUIHBIX BKIIIOUEeHUIA. MOTYT Takxke 00-
HapyXXUBaThCSl BAaKyOJIU; TIPU 3JICKTPOHHOM MUKPOCKOITNH
B HUX BUIHBI OOpPBIBKM MeMOpaH, CKOIUICHUS TIMKOIeHa
W JIpyTHe Heclelu(pUUHbIe OCTATKU JIM30COMHOTO TTPOMC-
XOXOeHUS [4].

Kimnnnyeckas kapruia ODM]J] 3aBucur ot ¢hopmMbl 3a-
oosieBaHMs1. Hanbonee TsoKeIbIMU M pAHHUMU TTPOSIBICHU -
SIMM XapaKTepH3yeTCsl 3TOT BU MATOJOTUU TIPU ayTOCOM-
HO-PELIECCUBHOM TUII€ HACJIEIOBAHUS — HEPEIKO TMEPBbIE
CUMIITOMBI TTOSIBJISIIOTCS €111€ B IETCKOM BO3pacTe.

AyTOCOMHO-pelleCCUBHBII BapuaHT 3a00JieBaHUST BITEp-
BoIe omricaH Fried u coaBT. B 1975 1. y 2 cecTep, pOOUBIINX-
csl OT KPOBHOPOJACTBEHHOTO Opaka. JIis1 9Toit ¢hopMbl 00-
JIE3HU XapaKTepHbI 0oJjiee paHHEe Hayalo M BOBJIEYCHUE B
MPOIIECC TUCTATBHBIX TPYIIT MBI KOHEYHOCTEH.



CHavajla perucTpupyloTcss oOIas MbIlIeuyHasl ciia-
00CTh, CHIDKCHHAs] aKTMBHOCTh MMUMUUYECKNUX MBI, He-
3HAYUTEbHBINA NTO3 BeK. IIpu ayrocoMHO-pelLecCUuBHO
dopme ODPMJI HOCTATOUHO OBICTPO Pa3BUBAIOTCS pac-
CTPO¥ICTBA IIIOTaHUS — Aucharusi, KoTopast HepeaKo JIeiia-
€T IIpYeM IHUIIU ITOIPOCTY HEBO3MOXHBIM. B manbHeliem
BO3HMKAIOT oGTaJbMOIIape3 M HapacTarollas MbIIIeyHast
TUCTPO(DUS BEpXHNUX U HIKHIX KOHEUHOCTEHA.

AyTOCOMHO-IOMHHAHTHBIN BADHAHT 3a00JICBaHMSI XapaK-
TepusyeTcs: 0osiee 10OPOKaUYEeCTBEHHBIM TEUYEHUEM U TT03]1-
HUM BO3HMKHOBEHWEM CUMIITOMOB. BIiepBbIe 3a00j1¢BaHIe
ormcai Victor u coasT. B 1962 1. y 9 41eHOB OIHOM CEMbU
13 3 mokoJjieHui. [TepBble CUMIITOMBI BOBHUKAIU Ha 4—5-M
JNEeCATUIETUSIX XU3HU, U3peaKa TMogBiIsiavuch B 15—20 ner
(y romo3uroT 1mo MyTaHTHOU (opme reHa PABPNI) u B
OOJIBPIIIMHCTBE CJIyYacB XapaKTepU30BaIMCh COYCTAHUEM
aucdaruu ¢ MporpeccupyolyM NTo30M BepxHUX BeK. [1o
Mepe MporpeccupoBaHUsl 3a00J€BaHUS OTMEUaIoCh pac-
MPOCTpaHEHWE CUMITTOMOB MBITIIEYHOM CTa00CTH Ha MBIIII-
1IbI TIJIEYEBOTO U Ta30BOI'O TTOSICOB.

Satoyoshi u Kinoshita B 1977 . onucanu cemblo ¢ ayTo-
COMHO-IOMUHAHTHO cerperaiueil oKyirodaprHIeaTbHON
MUOINATUM, XapAKTEePUIYIOLIECUCSI 3HAUUTEIbHOU TeHEepaIn-
3alMelt mpolecca 1o Mepe TeueHus1 6osie3Hu. Y HabIonae-
MbIX OOJIbHBIX MbllLIeYHasl ¢J1aboCTh pacHpocTpaHsjiach Ha
MBIIIIIB JIUIIA, IIIeW, TUCTAIBHBIX OTHCIIOB KOHEYHOCTEH,
a Takxke aHajJbHOro c¢gunHkrepa. I[lo MHeHUIO aBTOPOB,
MpeACTaBIeHHOe UMW HaOIIONCHUE SIBJISIETCS OTOCITbHBIM
BapraHTOM 00JIe3HU — OKYI0(aprHTOINCTAIEHEIM (OMIM
164 310). DTo mNpeamnoyioKeHne BBI3BAJIO COMHEHMS, TaK
Kak OTMeYeHa pa3Hoii CTeNeHM reHepaau3alus rmpoiecca y
OOJIBHBIX B OMHOI U TOI Xe ceMmbe. OMMCcaHbl eAMHNIHEIC
0OJIbHBIC C HAIMYMEM IMUTMEHTHOM IeTeHepallii CeTIYaTKH.

BonbIIMHCTBO aBTOPOB OTHOCSIT ayTOCOMHO-IOMU-
HaHTHBI BapraHT OM®MJI K HOBOJBHO penknM. KimHu-
yecKH 00JIe3Hb IPOSIBIISICT ce0sI KaK JIOKaJbHAs MUOTIIa-
Tus. [lopaxkeHbl MBbILIIbI, OCYIIECTBISIONINE TBUXKXEHMUS
IIa3HBIX SI0JTOK, W MBINIIA, TTOTHUMAIOIIAs BepXHee BEKO.
DapuHreanbHble pacCTPOUCTBA OOYCIOBIICHBI BKITIOUCHU-
€M B IIPOLIECC KOHCTPUKTOPOB IJIOTKH, UTO 3aTPYAHSIET IJI0-
TaHue. TunmMyHa CUMMETPUYHOCTh Tpolecca. HavanbHble
npu3Haku 0ojie3HU TOsABISAIOTCS B Bo3pacte 30—40 ser:
IIBYCTOPOHHEE OMYIIIEHNE BEPXHETO BeKa IPU OrpaHude-
HUU ABVKEHUs IMIa3HbIX 100K, Kak mpaBuio, Ha TUILIO-
1o OOJIBHBIE HE KanyloTcs. OOBbSICHEHNE 3TOMY HAaXOMIT
B MEIJICHHOM M CHUMMETPUYHOM Pa3BUTHU I1ape30B IJa-
30[IBUTATEbHBIX MBI, 3HAYUTEIBHO YTSKEIISIOT 3a00J1e-
BaHUE W YXYyAIIAIOT MPOTrHO3 (hapuHTealbHbIe CUMITOMBI.
HauuHasich ¢ mucdarun, OHM UMEIOT TeHICHIINIO K pa3BU-
THIo aparuu.

CrnenyeT MMeTh B BHUAY CYIIECTBOBAaHUE OKYJSIPHOM
MMOITATUM, TIPU KOTOPOI (papuHTeaJbHbIe PacCTPOMCTBA
HE BBEIpaXXeHBI. DTOT BapMaHT MUOIIATUH PacCMaTPUBACTCS
ONIHMMM HCCJIeA0BaTeISIMU KaK CaMOCTOSITeJIbHOE 3a00J1e-
BaHMe, IPYTUMU — KakK Je0I0T OKyJI0(hapuHTeaTbHON MHO-
TaTUU.
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ITo mepe mporpeccHpoBaHUS ayTOCOMHO-TOMUHAHT-
Hoit OM®MJI BO3HUKAET CIA0OCTh MBIIIIL AUCTAIBHBIX OT-
JIeJIOB KOHEYHOCTEM 1 B psijie CIy4aeB — aHaJIbHOI'O C(OUH-
KTepa, 4TO CTAaHOBUTCS IIPUUMHOM B3HKOIIpe3a. TeueHue
3a00/IeBaHUsl JJIUTEIbHOE — IO Pa3HBIM JAHHBIM, MOXET
3aHUMAaTh oT 5 jo 15 ner [4].

NEYEHUE

Cneunduueckoro nedyeHus ODM]] He cyliecTByer;
JUUIS1 OCJIa0JICHUST BBIPAXKEHHOCTU CUMIITOMOB 3a00JIeBaHUsI
HCITONTB3YIOT Pa3IMIHbIC TepalleBTUUCCKUE W XUPYpPrude-
ckue MeponpusaTust. YTo0bl 3aMeIUTh IPOrpeccupoBaHue
MaToJOTUM, MPUMEHSIOT MPEAHU30H, KPEaTUH U Npyrue
aHaAJIOTWYHBIC TTperapaThl, OMHAKO MX 3G (PEKTUBHOCTDL He-
OIMHAKOBA Y Pa3HBIX OOJIBHBIX. MOTYT OBITH peKOMEHIOBa-
Hbl BUTaMuH E BHYTpb WJIM BHYTPUMBIIIEUHO, BUTAMUHbI
rpynnbsl B, HUKOTMHOBas Kuciorta. [IpUMEHSIOT Takxke
AMUHOKMWCJIOTHI (TJIMKOKOJI, JICHIIMH, TJIyTAMWUHOBAST KHC-
J0Ta) ¥ oporar Kanus. HasHauaiorT pazHooOpasHbie (u-
3UYECKUE YIPaXKHEHUsI, CIIOCOOCTBYIOIIME MOAIEPXKAHUIO
MBIIIEYHOTO TOHYcCa, YAYYIIEHUIO Tepudepudeckoe Kpo-
BOCHAOXeHHUe, 3adePKUBAIOLIME Pa3BUTUE KOHTPAKTYP.
[Ipu BbIpakeHHOM NTO3¢ BEK M CBS3aHHOM C HMM Hapy-
LIEHWU 3PEHUSI MOXKHO MCITOJIb30BaTh CIICLIMATIbHBIN CKOTY
IIJIST TIOMACPKKU VUTH K€, TIPU OTHOCUTEJIBHO COXpPaHEHHOM
AKTUBHOCTU MMMUYECKUX MBI, TTPOU3BOAUTH XUPYPIU-
YeCcKylo Koppekiuio (onedaporiactuky) [5—7].

ONOOEPEHUNANBHASA OWATHOCTUKA 0dMA

Heobxonumo muddepenunposars OPM/] ¢ muacre-
HUEW M MUTOXOHIPHWAIbHBIMU MHUOMNATUSIMU, B YaCTHOCTH
¢ cunapomoM Kearns-Sayre, To30M, MpOTpeccCUpyrONIuM
Oy Ib0apHBIM TTApaTUIOM (CM. TaOIHILY).

[MpuBOAUM KIIMHUYECKKE ITPUMEPHI.

KNMHUYECKWIA MPUMEP Net

Ilayuenm H., 65 nem. Ha momenm nepeuuroeo
ocmMompa Jcanyemces Ha onyujeHue oboux eex 2nas,
3ampyonenue enomanus. Bnepevie nodobnuie xcano-
ObL cmanu becnokoums 0K010 5 aem HA3a0, Ko2oa Ha
hone puzuueckoeo nepeHanpaNcerus NOsSGUAOC Ony-
weHue eex oboux enas (Ha puc. 1 demoncmpupyomes
KAUHUYECKUE NposiéAeHUs 3a004e6aHUsL).

3a meduyunckoil nomowpto He odpawancs. Ilo-
CMEeneHHO CMan Omme4ams yXyouleHue camo1yecmeus,
8 meuerue 4 n1em nNpucoeOUHUNUCH 3amMPYOHeHUe 210~
manus u 3Havumenvhoe onyujenue eex. Ilodoonas
cumnmomamuka npocaedcusanacs ¢ 3 noxonenusx. Ha
puc. 2 npedcmasaena podocrosras nayuenma H.

Obsexmueno: obuiee cocmosiHue y0081emeopu-
menvHoe. Acmenu4en, KojcHble ROKPOosbl OedHble, ne-
pugpepuueckue aumpamuueckue y3avl He Y8eAUUeHbl.
Cnedos HemeouKkameHmo3HbIX UHBEKUUL Hem. B nee-
KUX 6€3UKyAsapHoe Obixauue, Xpunoe Hem. Jlesmeno-
HOCMb cepoua pummu4Ha, moHsl npueayuenst, A1 —
120/70 mm pm. cm., nyasc — 0o 68 6 MuHymy, pum-
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Iudpcheperunanbhas guardoctuka 0OMI

Kputepmn Inasuas Mutoxouppuanoibie  lepudhepuyeckas
MUacTeHus MuonaTum Heiiponartus
CemelHblil aHamMHe3 * + -
BospacT, rogbl 20-30 JTio6oii 40-60
[aHHble IMI ++ + +
KnuHnyeckune Ounnonus, HapyweHnne cepaedHon  bonu, HapyweHus
0COBEHHOCTH nT03, nposogumoctu, GJl, 4yBCTBUTEJILHOCTH,
CyXXeHune MO3XE4YK0Bas aTakcus, MblLLEYHasA
MOMEeN 3PEHNS  MUTMEHTO3HbIA PETUHUT, cna6ocTb
MYNbTU(OKaNbHas
Helipojerexepauus
YposeHb KOK - HesHa4yuTenbHo HesHa4uTtenbHo
NOBbILLEH MOBbILLEH

lMporpeccupyrowmin
6ynb6apHbIii Mro3 oomp
napanuy
- - +
50-60 Jlio6oi 40-60
- - ++
[ucdarns, MTo3, LLnpuHa Kak MuHUMYM
Ln3apTpus, KOHBIOKTUBUT, 1 rnasHoli Wwenu B nokoe
AncoHns CHWXeHue <8 MM (nn60o npeaLLecTByeT
3peHus 6nechaponnactuka);

Mpumeyanmne. IMI - anextpomunorpacms; KOK — kpeatnHgocdoknHasa; Gl — caxapHblii gnabert.

BPEMsi NpOrnaTtbiBaHus
80 mMn X0noAHoiA BoAbl >7 €

Hopma/He3Ha4unTensHo
MOBbILLEH

MuuHblil. Kueom msekuii, 6esdonesnennwlil. Ilyrsca-
Yus Ha nepugepuecKux apmepusx cmon coOXpaHena.
B Hesponoeuueckom cmamyce co CmopoHbl 4epen-
HbIX HePB08 BbIABAAOMCA: SUNOMUMUS, HE3HAUUMENb-
Has ducghaeus, 08ycmopoHHUll nmo3, 3pauku — S=D,
@omopeaxyuu xucugsle, nape3 MasKko2o Héba, eA0mo4-
HbLil U HEOHBLIL peghaekcbl omcymcemeyom, ampoghuii
u ghacyukyrayuil Ha s3vike Hem, CHUMICeHUe CAyXa Ha
00a yxa. Mvlweunas cuna u Mvlule4Hblil MOHYC COXPA-
HeHbl. Yyecmeumenvrhocms coxpanena. CyxoucunbHbie
u nepuocmanwHole pegpaekcel ¢ pyk u Hoe D=S. Ilamo-
N02UMECKUX U MEHUH2eANbHbIX 3HAKOG Hem.
Pezyavmamot 0006caedosanusi: obwekiuHuecKkue
U GuoxumuyecKue aHau3vl Kposu U Mo4u, 6 mom 4uc-
Je Ha 21eKmpoaumsl, caxap Kposu — 6e3 namoaoeuu,
ocmpoga3zosvie peakuuu — é npedenax Hopmol. KOK —
98 Ed/n (nopma — 0—175 Ed/n), rakmamdeeudpoze-

[a] (6]

Pue. 1. MayueHT H.: a — rnasa oTKpbITbl MOJIHOCTbIO; 6 — NOMbITKA 3aXMY-

puTh rnasa

0
ulsl=le] |

Puc. 2. PogocnosHas nauneHta H.
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naza (JUII) — 300 Ed/a (hopma — 225—450 Ed/a).
Topmonbl wiumosuonoll Jcene3vt — 6 npeoenax HopMmol.
s uckarouenus duaHo3a 2na3Hoi Gopmol Mua-
cmenuu Oviaa npogedeHa Npo3epuHosas npooa; uepes
40 mun ona pacuenena Kax ompuyamensvhas. Tlpu npo-
gedenuu DMI Odexpemernm-mecm ompuuamenvHulii:
CNOHMAHHAS AKMUGHOCMb NOKOS OMCYMCMmeEyen,
npu ycuneHuu munda Kpueoil unmepoepeHuuoHHbLIL,
BHAUUMENbHO CHUJICeHa amnaumyda. IMT-npusnaxu
IKCMPANUPAMUOHBIX — GAUSHULL HA  UCCAeO08AHHDbIE
MbIUYbL 21a3 OMCYMCMEYIOM. 3HAYUMENbHO CHUNCEHA
amnaumyoa unmeppepeHyUoHHOU KpUBoi U yMepeHHo —
amnaumyoa M-omeemos ¢ Kpy2o8bix Mbluly, 2143
Ogmanvmonoeuueckoe uccaedosanue Buis8UN0
2UnepMemponuio cpedHell cmeneHu, aHeUONAmuio
cemuyamku oboux 2naz, nmos 111 cmenenu oboux 2nas.
IKT: cunycosviii pecyaapuoiii pumm — 70 6 munymy;
8EPMUKANbHOE NON0NCEHUE INCKMPUHECKOLL OCU cepO-
ya; noanas baoxkaoa npasoii Hoycku nyuka luca.
Takum obpasom, couemawnue CemeiH020 AHAM-
He3a, Haauyue 08YCMOPOHHe20 nmo3a u oducgasuu
noseoauno nocmagums ouaeroz ODMJI aymocomro-
0OMUHAHMHO20 MUNA, C YMEPEHHbLIMU 21a3008Uea-
meabHbIMU U OYAbOAPHBIMU HAPYUIEHUSMU.
bonvHomy Obiau pekomeH008aHbI: 1€6OKAPHUMUH,
UHO3UH + HUKOMmuHamuod + pubograsun + anmaphas
Kucaoma, nupudokcun + muamun + yuaHokodbaramum
+ audokaun, bendaszon, unudakpun. 3a epems npeodoi-
8aHUsL 6 OMOeAeHUU COCMOSIHUE NAYUeHMA cmadulu-
3upoeanoce, yayumuaace gounayus. Ilpu xoumpose
yepes 2 mec — cocmosiHue cmaduavHoe.

KNMHUYECKUIA MPUMEP Ne2

Ilayuenmka 3., 53 arem. Ha momenm nepsuuHo-
20 0CMOMPA JCANYCMCS HA ONYUeHUe 8eK 000UX 21a3,
3ampyoHeHue e10manusi, NOnepxueanue, caabocmo
MblULY Weu, cAabocmb 8 GePXHUX U HUNCHUX KOHeH-
HOCMSX.



Ilepsvimu  cumnmomamu  3a60-
Aeeanuss Obiau caabocmv 6 pyKax u
Hapyuienue 210Manus, noseusuULUe-

orm

¢ okono § aem nazao. Ilocmenenno
NOSBUAOCL ONYUeHUE BeK, MbluleY-
Has crabocmsv pacnpoCmMpaHusacs U
Ha HudcHue koneunocmu. C danHbIMU
Hcanobamu nayueHmka HuKyoa He
obpawanace. OOHAKoO co eépemeHem
ee cocmosiHue YXyouluaocs: YCcuau-
JAUCH ONYUleHue 6eK U nonepxusawnue,
c1abocmos 8 KOHEYHOCMAX U MbIUUAX
weu. Ilodobnas cumnmomamuka
npocaexcusanrace 8 3 nokosenusx. Ha puc. 3 npeo-
cmaenena pooocrosHas nayueHmxu 3.

Obsekmueno: obuiee cocmosiHue y0081emeopu-
menvHoe. [layuenmka — HOPMOCMEHUK, NUMAaHUe
yooenemeopumenshoe. KodicHble NOKpPObL ucmble,
Ppo308ble, nepugpeputeckue aumpamu4eckue y3ivl He
yeeaudervl. Cnedoé HemeOuKameHMO3HbIX UHBEKYUL
Hem. B neexux eesuxyasapHoe Ovixanue, Xpunvi om-
cymcemeyiom. llesmeavHocms  cepoua pummu4Ha,
monwl npueayuienst, AL — 150/90 mm pm. cm., nyasc —
72 6 mMunymy, pummuuHblil. 2Kueom npu nasvnayuu
Msekuil, 6esdone3nennslil. Tlyavcayus na nepughepu-
YecKUX apmepusix CMon CoXpaHeHda.

B Hesponoecuueckom cmamyce: co cmopo-
Hbl YepenHuiX Hepeoe — 3peHue U CAYX COXPAHeHbl;
spauku — D=S; ¢homopeaxyus coxpanena; dgycmo-
poHuuii nmo3. Ilapes msexoeo néba, enomoumuvli U
HEOHBLI peghaekcol omcymemayiom, ampoguil u gac-
yukyaayuil Ha szvike Hem. CHUJICEHUE CUAbL 8 MblU-
yax enas, weu, 8epXHUX U HUICHUX KOHEeYHOCMSX,
oyavbaproii myckysamype. OepanudeHue aKmMUHbIX
08udICeHUIl 8 KOHEUHOCMSX, CAONCHOCMb 6CMABAHUS
¢ Kopmouek, <«ymunas» noxooka. Ilonoxcumens-
Has eepxHas u HuxcHAs npoda bappe. CyxoscunvHole
pedhaekcel ¢ pyk — D=S, Koaennwiil peghnerc omcym-
cmegyem ¢ 2 CMOpPOH, axuni08 pegaexc Omcymcmaeyem
caesa. Yysecmeumenvuas cgepa 6e3 usmenenuil. Ila-
monoeu4eckux U MeHuHeealbHblX 3HaKo8 Hem. B noze
Pombepea ycmotiuuea, koopounamop-
Hble npoObl BbINOAHSEM YEEPEeHHO.

Pesyasomamor  doobcaedosanus:
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Puc. 3. PogocnoBHas naumeHTku 3.

obueknunuveckue U - Ouoxumuue-
CcKUe AHaAU3bl KPOBU U MOUU, 8 MOM
yycne Ha 1eKmMposUmsl, caxap Kpo-
6u — 0e3 namosaoeuu, ocmpogpazo-
8ble peakyuu — 8 npeoeaax HOPMbl.
Topmonsr  wumosuoHoil  Jcenesvr —
6 npedenax nopmovl. KOK obwas —
436 Ed/n (nopma — 0—150 Eod/n),
JUIT — 422 Ed/a (Hopma — 225—450).

s uckarouenus duaeHosa mua-
cmeHuu 6viaa nposedeHa Npo3epuHo-
6as npoba; uepes 40 mun peaxkyus Ha

©
ps

S rr--.,'l
-—l:\wa'
7 ()

Puc. 4. PopocnoBHas naumenTa C.
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npenapam 0Obi1a pacyenena KaK om-
PULAMENbHASL.

Jannvie  anekmponetipomuoepa-
duu (DHMT): auyesvie, cpedunHvie
(MOMOpHbIEe U CEHCOpPHble NOPUULL),
A0Kmesble, NOOKPbLAbYOGbIe, MAA0-
bepuosvle, OoabuLeOEpUOBble, UKPO-
HOJICHble U OedpeHHble Hep8bl 8 HopMe,
NPU3HAKOB 3aUHMEPeco8aHHoCmu
Kxopeutkos u momoueiiponos C5-T1 u
L3-53 nem; danuvie dexpemernm-me-
cma ¢ Moliily AUUA, 6EPXHUX U HUNCHUX
KOHeYHoCmell: NPU3HAKU HAapyuleHus
HepeHO-MblueuHol hepedauu omcymcmeyrom. Jlan-
Hote ueonvuamoit IMI ¢ npokcumanvHuix u Oucmanb-
HbIX MbIUY, PYK U HO2: NPUSHAKU CUCIEMHO20, He3HA~
YUMEAbHO NPO2PeCCUpPYIouseeo, NepeUUHOMbIULEUHO2O
npouecca.

Dyukyus eneutnezo ovixarus (PBI): scusnennas
EeMKOCMb A€2KUX YMEPEHHO CHUJICeHA, NPOXOOUMOCHb
ObiIxamenbHblX Nymell — HA HUMICHell epaHule HoOpMbl.
Hapywenue @B no pecmpukmusromy muny.

Takum obpazom, couemarnue cemeiH020 AHAM-
He3a, Haauvue 08YCMOPOHHe20 nmosa u oucghaeuu
nozeonuno nocmasums duaernos ODPMI ¢ aymocom-
HO-00MUHAHMHbIM MUNOM HACACO08AHUS, C GblPA-
JHCEHHBIM 08YCMOPOHHUM NMO30M U YMEPEHHOUL cAa00~-
CMbI0 8 NPOKCUMANLHBIX OMOeNax Hoe.

Ilposedeno  cumnmomamuueckoe, 60CCMAHO-
sumenvHoe neverue: Meab0OHUll, HeoCmueMuHa me-
muacyavham, muamut. 3a epems npedvl8anus ¢ om-
denenuu Ha ¢hoHe NPoBOOUMOL mepanuu CoCMosiHUue
nayueHmKu CmaduAu3Upo8an0Ch, YAYHUUAACH QOHA-
yus. Ilpu konmpone uepes 2 mec — cocmosiHue cma-
ounvHoe.

KNUHWYECKUIA MPUMEP N3

boavnoii C., 56 nem, ¢ 2015 2. cmpadaem CI[
muna 2, noayuan memgopmun 1000 me 1 paz 6 denv,
npenapamol MUOKMOBOL KUCAOMbL, BUMAMUHbL 2PYN~
not B. Habawdancs y sndokpunonoea u Hesponoea ¢
duaenozom Ouabemu4eckoil CeHcop-
HO-6e2emamueHoll  NOAUHEUPONnamuu
HUICHUX KOHEYHOCMEIL.

Okono 5 aem Hazao nossuaocs
onyuieHue 6ex, Komopoe 6 meueHue
2 nem nocmenenno Hapacmano. Takas
Jce cumnmomamuka Habardanrace
y 2 0sdeli u 6abywKu no mamepuH-
ckoil aunuu. Podocaosnas npedcmaes-
JNeHa Ha puc. 4.

Ha momenm ocmompa nayuenm
npedessieasn KHcanobvl Ha OnyujeHue
6eK, napecmesull 8 Ho2ax.

TIpu o6sexmusrom 06credosanuu:
cocmosiHue y0081emeopumenvhoe, co-
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3HaHue scHoe. Kodicnvie noxposwi uucmoie, pusuono-
euuecKoll okpacku. B neekux dvixanue ée3ukyispHoe,
xpunos vHem. ToHbl cepOya pummuuHbie, NPUSAYUICHDL.
All — 130/80 mm pm. cm., nyabc — do 70 6 mMuHy-
my, pummuyHblil. 2Kueom msekuil, 6e3001e3HeHHbLI.
Ilynvcayus na nepughepuueckux apmepusx cmon co-
XpaHeHa. BeHvl HUMCHUX KOHeYHOCMmell He U3MEeHEHbl.
Hmeromes mpoghuueckue Hapyuenus 6 gude cyxocmu
KoJicu Ha cmonax, 10MKoCcmu Hoemell Ha Ho2dax.

B Hesponoeuueckom cmamyce: nosedenue npu
ocMompe aKkmueHoe, 8 mecme U 6peMeHU OpUeHmu-
posan. Yepenno-moszeoebie Hepebl: 000OHAHUE U 3pe-
HUe COXpaHeHbl, 3pauKu npasuavbHoi gopmol, D=S;
d8udICeHUs eNa3HbIX A0N0K — 8 NOAHOM 0bseme, 08)-
cmoponHuil nmo3. Touku evixoda 5-ii napvl Hepeos
0e3001e3HeHHbL, AUYO CUMMempU4Hoe, 2A0MAaHue He
HapyuieHo, oHayus coXpaHeHa, s3vlk — No cpeoHell
Aunuu. Yyecmeumenvnocms — eunecmesus 8 Ho2ax No
NOAUHEBPUMUYECKOMY MUNY 00 YPOBHs cpedHell mpe-
mu 204eHU, CUMIIMOMbL HAMSJICEHUS. HePBHbIX CMBO0-
/108 OMCYMCMBYIOM.

Mbuweunas cuna — D=S=5 6annoe, mounyc 6 Hop-
me, npober bappe ompuuamenvnvie. CyxodcunvHole
pedhaekcel ¢ pyk — D=S, KonenHvle u axuniosvl abs.
Ilamonoeuueckux pegnexcoe nem. MenuneeanvHvie
3HaKu ompuyamenvhvle. Koopournamopmvie npoodbi
8blnoAHAem ydoenemeopumensvrHo, 6 noze Pombepea
YCMOU4uUs.

Pesyaomamor  doobcaedosanus:  obujeKkauHu1e-
cKUue u Ouoxumuyeckue aHaiusvl Kpogu U Movu —
K®K o6was — 300 Ed/a (nopma — 0—150 Ed/a),
JUIT — 413 Ed/a (nopma — 225—450 Ed/n). DHMT:
dekpemenm-mecm HA Kpy2oeble MblUlUbl 2143 — Bbl-
padicenHoe cruxiceHue M-omeema npu uccredoganuu
mm. Orbicularisoculi, boavuwe caesa. Ilpu pummuue-
CKOU CIUMYAAUUU YKA3AHHbIX MbIUY DeaKyuu Mua-
CMeHUYecKk020 muna He @visieaeHo. lanHble ueoabya-
moit OMT' ¢ npoxcumanvHbix U OUCMAAbHBIX MblUY
PYK U HO2: NPU3HAKU CUCMEMHO20, He3HAUUMENbHO
npoepeccupyroujeco nepeutHo-mulule4Ho20 npoueccd.

s uckarouenus duaeHo3a muacmeruu 0viaa npo-
6edena nposepuxosas npooda, uepes 40 mun peakuus
Ha npenapam 0bLAa pacyeHeHa KaKk ompuyamensHas.

Takum ob6paszom, covemanue cemeliHo20 aHaMHe-
3a, Haau4ue 08ycmopoHHeeo nmosa, danHvie IHMT
U OMPUYAMENbHbLI Pe3yAbmam npo3epuHoBoll npoobl
noseoauau nocmasums ouaenoz ODPMJI aymocom-
HO-00MUHAHMHO20 MUNA C YMEPEeHHbIMU 21a3008Uea-
MeAbHbIMU HAPYWEHUAMU.

boavromy 0Obir0 nposedeno aeuenue: Heocmue-
MUHaQ Mmemuacyavpam, Meab0OHUU, NUPUOOKCUH,
MUAMUH, YUAHOKOOAAAMUH, MUOKMO8ds KUCA0mA.
3a epems npebvieanus 6 omoenseHuu Ha pone mepanuu
cOCMosHUe NauueHma cmabuau3upo8aniocb, ymeHv-
wunca nmos. Ilpu konmpone uepez 2 mec — cocmosi-
Hue cmabuavHoe.
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IIpencraBieHHBIC KITMHUTYECKUE CIIy9ar JEMOHCTPUPY-
10T pa3HooOpa3ue BapuaHToB TeueHnss ODPM/JI ¢ ayTocom-
HO-JOMWHAHTHBIM TUIOM HacienoBaHusd. JuddepeHim-
aJIbHYIO TMArHOCTUKY TPOBOIST C MHMACTEHMEH, APYrUMU
BapHaHTaMHU MUOIIATHH, OiedapocmazmMoM. BosieueHue B
NAaTOJOTUYECKUIA IIPOLIECC CKEJIETHOM MYCKYJIaTypbl, Ha-
JINYME COIMyTCTBYIOIIEH MAaTOJOTUM (BTOpUYHAST THA0eTH-
YyecKasl TTOJIMHEpOaTrsI) MOKET 3aTPYIHSATh ITOCTAHOBKY
IMarHo3a.

koK ok
Konghauxm unmepecoeé
He 3a56/¢eH.
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OCULOPHARYNGEAL MUSCULAR DYSTROPHY
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The paper gives data on the genetic variants and clinical features of
oculopharyngeal muscular dystrophy (OPMD) and difficulties of its differential
diagnosis. It describes clinical cases of autosomal dominant inherited OPMD with
different degrees of hypokinesia and different rates of disease progression.

neurology, neuromuscular diseases, oculopharyngeal muscular
dystrophy, hereditary myopathy.
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