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Mumoxondpuanvras Helipoeacmpounmecmurnanvhas snyeparomuonamus (MHIHUD) — eenemuuecku eemepoeennas epynna peokux, He-
VKAOHHO NPOCPeCCUpyrouuUx aymocomHo-peyeccusHolx sabonesanuii. MHI'UD evizvieaemces mymayusmu 6 eenax sdeproil IHK, emopuy-
HO NPUBOOAUWUMU K MHONICECMBEHHbIM Oeneyusm U ucmoueHuro mumoxornopuanvroi JIHK. Haubonee wacmoii npuuunoii MHIUD s6as-
romes mymayuu 6 eene mumudurghocgopunazvl (TYMP), rokyce 22q13. Dxcnpeccus usmenennoeo beaxa TYMP npueodum k nopaxcenuro
MKaHell 8 NUWeeapumenvHoll U HepeHoll cucmeme U onpedensiem 0CHO8Hble KauHuveckue nposenenus MHI'UD. Pannas nocmanoseka du-
acHO3a U C80€BPEMEHHO Hauamoe nedeHue 60AbHbIX N0380AAem OMCPOYUMb NosAAeHUe AemanbHbix ocaoxcherui npu MHI'H3. Oduako
cgoespemerHyro ouaenocmuky MHITHUD 3ampyousrom evipasiceHHblil KAUHUMECKUL NOAUMOPDUIM, NOAUCUCINEMHDLI XapaKmep HapyuleHul,
MaHupecmayus ¢ nopadceHust pasnuUHbLX 0PeaHO8 U CUCeM, NPOMEKArUUX Yacmo cxoxce ¢ 60AbWoil epynnoti HacAeO0CmEeHHbIX U NPU-
obpemenHbix 3a060ne6anuii. Mol npedcmasasem nodpobroe onucanue cayuas MHITHUD ¢ nosoii mymauueii c. 1001T>G 6 eene TYMP, eu-
NepeoHa0OMPONHbIM 2UNOLOHAOUBMOM, 0eKPEMEHMOM NPU PUMMUYECKOU CIUMYAAUUU, He ONUCAHHbIM paHee 8 aumepamype, U pazoop
dupgpepenyuanvroii duaenocmuxu MHITH3D u cxoxcux 3aboreéanuii.
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Mitochondrial neurogastrointestinal encephalomyopathy syndrome (MNGIE) is a rare autosomal recessive progressive multisystem disorder.
Most of MNGIE is caused by mutations in the gene encoding thymidine phosphorylase (TYMP), locus 22q13. Mitochondrial dysfunction repre-
sents multiple deletions and depletion of mtDNA. We present a case of MNGIE with a novel mutation in the position c¢. 1001T>G of TYMP gene,
hypergonadotropic hypogonadism, decrement of compound muscle action potential following repetitive nerve stimulation on EMG which was not
previously described in literature and differential diagnoses MINGIE with other conditions.
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chondrial DNA, decrement of the compound muscle action potential, leukoencephalopathy, cachexia, mitochondrial DNA depletion syn-
drome 1, polyneuropathy, hypergonadotropic hypogonadism

Beenexue ¥ TeHETUYECKU TeTepOreHHYIO IpyIIy 3aboneBanuii. [Tpu-
MuToxoHapHanbHas HeliporacTpouHTecTuHaAbHasA 9H- uynHa MHIMD — B myrammsx spepHoit JTHK (/IHK),
tedanomuonatus (MHI'MD) otHOCUTCS K HACTEACTBEHHBIM — TIPUBOISIIMX K HAPYIIIEHUIO MEXKTEHOMHBIX B3aUMOIEHCT-
ayTOCOMHO-PELIECCUBHBIM cHHApoMaM uctomeHus Muto- Buil (sIHK u MTIHK), ciencrBuem KOTOPBIX SIBISIIOTCS
xoHapuanbHoii [JIHK (MTAHK), BKiItoyaronmm KIMHUYECKM — MHOXXECTBEHHbIE AeJICLIN, TOYKOBbIE 3aMEHBI U UCTOILIEHNE
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MtIHK. Pe3koe cHikenue cogepxanust MTAHK npuBoaut
K HapyIICHUIO BEIPAOOTKY SHEPTUH B TTOPAKEHHBIX TKAHSIX
u opranax [1-3]. Knuanuecku MHI'UD niposiBnsiercst Ts1-
JKeJIBIM HapyIIeHNEM MOTOPHMKM KUIIICYHNKA, KaXCKCHUEH,
MPOrpeCCUPYIOLIEH HEMPOCEHCOPHOM IITyXOTOM, HOJIMHEN -
ponaTueii, neiikosHiedanonaTreit, mro3oM, oprabMoITa-
pe30M; XapaKTepHBHI eOI0T 10 20 JIET ¥ COKpAILEHUE TIPOIOTI-
KUTEJTbHOCTY U KayecTBa XXU3HMU [4, 5].

MHI'MD B GONBIIMHCTBE CTy4aeB OOYCIIOBIEHBI MY-
TausIMu reHa TuMuarHOochopunassl (7YMP), B ToKyce
22q13 [5]. ®epment tumumuHbochopunaazsl (TYMP)
Y4YacTBYeT B HYKJICOTUIHOM OOMEHE U KaTaIu3upyeT IPEeB-
pallleHrMe TAMUINHA B TUMUAH [6]. Y Bcex OOJBHBIX C (e~
HotunmomMm MHI'UD u cHkeHreM aKTUBHOCTH (pepMeHTa
TYMP B cbIBOPOTKE KPOBU OBUIM YCTAHOBJIEHBI MyTaIlU
BreHe TYMP B TOMO3UTOTHOM MJIM KOMITayHI-T€TepO3-
rotHoM coctosiHuu [7—9]. Van Goethem u coast. [10]
Takke YCTAaHOBWJIM, UTO MyTauuM B reHe POLG moryt
npuBoauTh K MHI'MD 6e3 nelikosHuedanonaTuu; mo3i-
Hee A. Shaibani u coaBT. o6Hapyxuau euie 1 reH (RRM2B),
MyTallMM B KOTOPOM MPUBOIAT K TMOXOXeMY (DEeHOTHUITY
[11]. Beaku TYMP, POLG, RRM2B yyacTByIoT B penjiu-
kauuu MTIAHK 1 6uoreHese HyKJI€O3UIHBIX MYJI0B B Ma-
TpUKce MUTOXOHApUil. Hapyiraercst cHabXeHue peruiv-
KaTUBHOIO ammapaTa <«KHUPIUYUKaMW», W3 KOTOPBIX
crpoutcds MTIAHK. Hapymenue pernuxkanuu MTIHK
MPUBOINT K MHOKXECTBEHHBIM JCJICLIUSIM, TyTUTUKALIMSIM,
HYKJICOTUIHBIM 3aMEHaM, a TakXKe Pe3KOMY YMEHBIIIEHUIO
koruii MTIIHK (nereunu mtIHK). Mexanuam nmopaxe-
Huss MTAHK npu myraumsx B reHe TYMP mokaszaH
Hapwuc. 1 [3, 12].
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Puc. 1. Cxemamuueckoe npedcmasnerue MumoxoHopuaibHo20 memaoonus-
ma mumuouna. Tomeps mumudungocgopunazer (TYMP) eedem k yseau-
YEHHBIM YPOGHAM NAA3ZMEHHO20 MUMUOUHA U 0e30KCUYPUOUHA, KOMOpble, KaK
npeonoaazarm, UMeHsom OU02eHe3 HYKAeO3UOHbIX NYA08 6 MAMPUKCe
MUMOXOHOPULL, MO npueodum K noepescoenuro mumoxonopuanrstoii IHK
(mmIHK). TK2 — kunaza mumuouna, dNT2 — dezokcunykauomudasa,
TM® — monogpocpam mumuduna, TT® — mpughocpam mumuouna

Mpbl nipeacTapiisieM KIMHUYECKOe Habo1eHe MOJie-
KyJISIpHO-TeHeThYecKu noarBepxaeHHoit MHITUD ¢ paz-
6opoM mubdepeHINATBHON TUaTHOCTUKY CXOXKUX COCTO-
STHUM.

Mamepuanbl U MEMOJbI
B HacTos111€e#1 cTaThe MPUBOAUTCS HAOMIOACHUE O0JIb-
Hoit K. 1 ee OJ1M3KUX pOACTBEHHUKOB (pUC. 2), KITMHUYE-

CKHM 00CJIeIOBaHHEBIX B BOpOHEXKCKOM 00JIaCTHOM KIIMHU-
YeCKOM KOHCYJIBTaTUBHO-IMArHOCTUYCCKOM IIEHTpE.
DnexkrpoHeitpomuorpaduueckoe (DHMI') uccnenosanue
nposeneHo B M1 «/IlmarHocTuka Iumoc» Ha 3JIEKTpOHEeH -
pomuorpade «MBII-mukpo» («Heitpocodr», Poccmst).
Hronpuaras snexrpomuorpadus (DMI') mpoBommiack
B MICCJIEIOBAaHHBIX MBIIIIIAX KOHIICHTPUICCKIM UTOTbYATHIM
snekTponoM. st Habopa 20 MOTEHIMATIOB ITBUTATETHHBIX
emuaun (ITE) ncnons3oBaics crangaptHbeiir MultiM U P-
AHAJIM3 C TTOCIEAYIOIIEN pYYHOM KOPPEKIUEN TIUTEIBHO-
cty. PaccunThiBaiv cpemHUe JUINTEIbHOCTD M aMILTATYIY
IMAE, yucno momudasubix [MJE. [Mpu uccnenoBaHumn
JIBUTATEJIBHBIX I CEHCOPHBIX BOJIOKOH OLICHUBAJIA aMILI -
Tyay M-oTBeTa U MOTEHIIMAJ NEHCTBUS HEPBA COOTBETCT-
BEHHO, JUCTAJIbHYIO JJATEHTHOCTb, CKOPOCTh PacCIpOCTpaHe-
Hus Bo30ykaeHus (CPB) mo BEIOpaHHBIM y4acTKaM HepBa.
C 1esbl0 BBISBICHUS AeKPEeMEeHTa aMIUIMTYIbl M-oTBeTa
ObUTa MpoBedeHA PUTMMYECKasl CTUMYISALUS A. ulnaris
(peructpauus ¢ m. abductor digiti minimi) 110 CTaHAAPTHOMY
BCTPOEHHOMY MPOTOKOJIY UCCACIOBAaHUS HEPBHO-MBbIIIEY-
HOI1 Mepeaayuu ¢ Mpoodoii TeTaHu3auuu. JleKpeMeHT aMILIi-
TyAbl 4 TUTOIIAnU M-0TBeTa Npu BBICOKOYACTOTHOM CTUMY-
Jsiumu (50 Tix, 200 cTUMYJIOB) paCCUMTHIBAJIA B TIPOLICHTAX.
IManuentke ¢ MHI'UD st BhISICHEHUS CTaOMJIBHOCTU
ycTtaHOBJIeHHBbIX DHMI-0TK10HEHM I TPOBOAUIIN TTOBTOP-
Hble oocaenoBaHus B 2009, 2010 u 2014 rr. Bece pacueTsl
OHMI -uccnenoBaHus OCYIIECTBISIIM C UCTTOIb30BAHUEM
BCTPOEHHBIX B TPOTOKOJ HOPMATUBHBIX TAOIUIL U (DOPMYJT.
MoekynsipHO-TeHETUYECKOe O0CIeoBaHUe MTPOBE-
JIEHO B JJabOpaTOpUU HACJIEACTBEHHbIX 00JIe3HEN 0OMeEHa
BetiectB ®I'BHY MTI'HII 6 unenam cembu (puc. 2) —
6opHOMY nipodaHay ¢ MHI'MD, ee 310poBbIM poauTe-
JISIM, POTHOM cecTpe U 2 OpaThsiM 0e3 KIIMHUYECKUX MPOo-
SBJIEHUI (CM. puc. 2e). s BBISBAECHUS MyTalliU ObLI
npoBejaeH aHaiu3 reHa TYMP MeTonoM nNpsiMoro aBToMa-
tyeckoro cekBeHupoBaHus (AB3130). HHK u3 uenpHol
KPOBU TAIIMEHTOB ObLIa BBIIEJICHA IO CTaHAAPTHOMY
npoTtokoixy Habopamu dupmel IsoGene. lanee Obuia mpo-
BeneHa amruiMpukanusi Bcex 10 ak3oHoB reHa TYMP
1 TIPWICKAIINX K HUM MHTPOHHBIX 00JIacTeil.
IIpencraBnsieM cobcTBeHHOE HAOIIONeHWE MaueHTKI K.
boavnas K., 42 sem (11:1). Bnepgoie Koncyasbmupogana
eenemukom 6 2009 e. (6 37 rem) no HanpasaeHur Hegpoaoea
¢ duaenozom: neiikoducmpogpus (?), muacmenus (?). Ilayu-
EHMKQ JCAN08ANACH HA NPOSPECCUPYIOULYIO 2AVXOMY, ONYUle-
Hue 6eK, oepaHu4erue 08UNCeHUs. 2AA3HbIX A0N0K, ObICMPYHO
ymomasemocms, caabocmov 8 KUCMAX, 3ampyOHeHus
npu nodseme no JecmHuye, 830ymus U yp4arus 8 Jcusome,
bone3HeHHble Cnasmbl nepedHell OPOWHOU cmeHKUu 00 He-
CKOAbKUX pa3 6 OeHb, pedKo MOWHOMY U PBOMY, HU3KYH
maccy mena, CHUMICEHHbLI annemum, ameHopero, becniodue
(puc. 3). Heobxodumo ommemums, ymo 3a nepuod Habarode-
Hus ¢ 2009 no 2014 2. boavHas 6 6oavuleil cmeneHu 6ecnoko-
UAACH U3-3a NPOCPECCUPYIOUe20 CHUNICeHUS CAYXA U 0ecnao-
dusi, He aKyeHmupys GHUMAaHue Ha dpyeue cumnmomosl. Taxk,
0o 2006 2. camocmosamenbHo CNpasAsiacs ¢ OOMAUHUM X0~
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Puc. 2. Yaenvt cemvu K. u cxema podocaosnoi: a — bpam /. (11:3), 36 nem, eemepozucomnuiii Hocumeav mymayuu c. 1001T>G ¢ eene TYMP;
0, e — 3dopoesvie opam U. (11:5), 33 aem, u cecmpa . (11:9), 27 aem; 6 — omey, I1. (I:1), 61 200a (ymep 6 65 aem), u mamo M. (1:2), 57 aem, 6 64u3kopoo-
cmeenHoM Gpake, 06a eemepozucommuvle Hocumenau mymayuu c. 1001T>G; 0 — npoband K. (11:1), 39 aem, c MHTUD, mymayueii 6 20M03u20mHoM cOCMO-

AHUU; e — po0ocrosHas cemvl K.

Obo3Hauenus: po00CA06HOU: «/> — KAUHUMECKU OCMOMPEHHbIe U 2eHOMUNUPOBAHHbIE YAEHbl CeMbl; 3aKPAUEHHAS (uypa co Cmpeaxoii — 601bHol npo6ano
¢ mymauueii c. 1001T>G 6 eene TYMP 6 2om03u20mHOM COCMOSHUU,; He3aUWMpPUXo8aHHsle Gueypsl — 300posbie UaeHbl POOOCAOBHOIU; (u2ypbl ¢ MOUKOU
8HYMPU — KAUHUHecKU 300posvle Hocumenu mymayuu c. 1001T>G 6 cemepo3ueomHom cOCMOSHUU, NepeuepKHYmas ueypa — ymepuiuii nex cemvu

3AUCMBOM U MO2AA DOUMb KOPOBY, N030Hee CIMana 3ame4ans
caabocms 8 KUCMSAX U 3ampyOHeHUst npu 0AUmensHoll Xxooboe.
Ilpu ocmompe 6 2009 . ycmarogénena neckas caadbocms @ Ku-
cmsx (Kucmesoim OuHamomempom 24 Ke) u Hoeax 8 NPoKcu-
MmanvHbix omoenax (0o 4 6annos). B 2014 . caabocmy ysenu-
Yunace, 00HAKO He 00CMABASAA OUWYMUMbBIX Heydobcme
6 nogcednesroll Jcusnu. boavnas adanmuposanace k 6oasm
U HAPYWEHUSIM CO CHOPOHBL HCeAY00HHO-KUUEHHO20 MPAKMA
(2KKT), komopbie nocmosinno 6ecnokosm ee ¢ 12 nem.

U3 anamuesa: 604bHAs1 OM NEPBoil bepemeHHoCmU, NPO-
mekaasulell ¢ MOKCUKO30M 80 2-1i NOA0BUHE OepeMeHHOCU.
Om nepewvix podos 6 34 ned, maccoir 2000 e, daunoit mena
44 cm. Ha epyonom eckapmausanuu — 0o 2 aem. Ilcuxomo-
mopHoe pazsumue no 03pacmy, camocmosmenbHas xo0voa
¢ 1200a. B wkone akmusHo nocewiara cnopmueHble ceKyul
u Qusuueckue Haspy3Ku nepeHocusa xopouio (cm. puc. 3a).
C 12 aem 6ecnokoam 60au 6 xcusome. [lo30nee noseuaucsy
VDUAHUSA 8 JCUBOME, CNA3Mbl nepedHell OPIOUHOU CMeHKU,
PpeodKo — HapyuieHue cmyaa, mowiHoma u peoma. Boznukio
Obicmpoe HacblujeHue 80 pems edbl U NOCMeEeNeHHOe CHUMICe -
Hue maccol meaa. Mo 18 nem napacmana cumnmomamura
eacmpounmecmunanbuovlx Hapyuenui. C 15 rem nabaroa-
A4Ch Y 2UHEK0102a ¢ NepeuyHoil amenopeeil. Heodnokpammo
obpawanace 3a 8pauebHoll NOMOUbIO ¢ 601e3HEHHbIMU CNA3-
mamu 8 xcugome u opyeumu cumnmomamu KKT, odnako
VKA3aHHble HAPYUWEeHUs CEA3bIBANU C AMeHOpeell U U3MeHe-
HUeM 20pMOHANbHO20 cmamyca nybepmamno2o 803pacmad.

Oepanuuenue Oeudcenuss 2Aa3HulX AO0N0K 6 CMOPOHbL,
a e danvHeliuiem nmo3 noseuauce nocae 23 asem (gpomo
001bHOIL 6 803pacme 28 nem cm. Ha puc. 36). B 20 rem u3-3a
BbIPAIICEHHBIX CNA3MO8 U 830YMULL HCUBOMA HECKOAbKO PaA3
obpawanace 6 L[PF ¢ nodosperuem na anneHouyum, Komo-
pblil He noomeepyucoaics, a npuvuHy 6oaeti npoooaNCcanu
CBA3bI6AMb C 2UHEKO0A02UHEeCKUMU NpobaeMamu, O0OHAKO

Puc. 3. Domo 6oavhoii ¢ 9 aem (a), 28 aem (6) u 42 200a (8, 2)
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nposodumMoe eUHEK01020M KOHCep8amusHoe aedenue 0biio
oezycnewnvim. C 2004 2. (6 33 eoda) cman mednrerHo cHu-
AHCAmMbCs CAYX HA NPABoe YX0, 8 meueHue 5 1em noaHas no-
meps cayxa ¢ 2 cmopoH (pomo 60abHOIL 6 8o3pacme 42 nrem
cM. Ha puc. 38, e).

Ieneanocuueckuii anamnes (cm. puc. 2e). Pooumenu
8 KpogHOpoOcmeeHHoM Opake (mporopodHsle cubest). Omey 11,
(I:1), 1949 2. p., 6 apmuu cayxucun, o6bi1 300pos, ymep ¢ 2014 e.
om nHesemonuu. Mame O. (1:2), 1953 e.p., 300posa. Oba
10 HAUUOHAALHOCIIU XeMULUAbL (CYOIMHUMecKUe ePYNnbL ap-
msar) (puc. 28), podom uz OQuickoii obaacmu Kupeusuu, uz He-
oonvwoeo cena HAneu-Hooxam. bpam /. (11:3) (puc. 2a),
1974 e.p., kaunuvecku 300p08, YCMAHOBAEHA MYMAUus
c.1001T>G 6 eene TYMP 6 eemepo3ucomnom cocmosHuu.
Y 6pama /1. 2 300poseix coina, 1995 u 2005 e.p. bpam HU.
(1I:5) (puc. 26), 1977 e.p., 300pos, 8 KpOBHOPOOCMBEEHHOM
opake, umeem 2 coinogeii, 2005, 2008 e. p., u dous, 2001 . p.,
ece 300poent. Cecmpa 11, (11:9) (puc. 22), 1952 . p., 300posa,
umeem 300pogyto douv, 2010 e.p. Bce ocmompenst epauom-
2EHEMUKOM.

Cecmpa I. (11:7), 1980 e. p., 3amysncem 3a 080H0POOHbIM
opamom (11:8), 1977 . p., umeem 3 300possix douepeil, 2001,
2002, 2003 e.p., u 30opogoeo cvina, 2007 e.p. Cecmpa O.
(1I:11), 1986 e. p., 300posa. Jlns ocmompa HedocmynHo.

Jlannvie ob6sexmuenozo oocaedosanusn. IllpasuirvHoeo
MENOCAOINCEHUS. C KPALIHUM OeqhuUumom Maccovl meaa, nao-
waovio nosepxnocmu meaa 1,21 m? u uHOUUAYarbHbIM UH-
dexcom maccol meaa (UMT) 11,6 ke/m? (30 ke npu pocme
161 cm), npu Hopme UMT 18—25. Jugpghysroe crudcerue
o00vema NOOKOJICHOU JICUPOBOL KAem4amKu. YcmaHo8aeHo
830ymue, ypuaHue 8 Hcueome U Kpamgogpemertble 001e3HeH-
Hble cnasmbl nepeodHell OPHOUIHOU CMEHKU Npu NA1bNayul.
Bmopuunsie nososwie npuznaxu — Ax0, PO, Ma0, Me0, (om-
cymcemaue 6mopuuHbIX N0A08bIX NPU3HAK08) (puc. 38).

Hespoaoeuneckuii cmamyc. Konmakmua, SMOUUOHANBHO
cmabunvHa. KoeHumueHvix HapyuwieHuil He gvisieaeHo. Ye-
DenHble Hepabl: NMOo3 00 8epXHe20 Kpas 3pauKa, 0epaHueHue
08udICeHUs 2AA3HbIX A0N0K HAPYIICY, BHYMPb, 86€PX, MEHbULE
6HU3, CUAA 8 KPY208bIX Mbluyax eaa3 4 6aira no wkare
MRC, cruxcenbl enomoutbie peghrexcol, HO 210MAHUe He Ha-
pyuieno. Peub «cmazannasn», ¢ Hapyuenuem apmukyaayull.
Cnrabo pazsuma ckeremuas myckyiamypa. Cusa 6 npokcu-
MANbHBIX U OUCMANbHBIX 0MOeAax pyK cHudcena 0o 3,5—4
bannos, ceubamensx 6edep — do 3,5 barna (bvicmpo ymom-
A5lemcest, HeoOX00uM KpamKospemeHHblll OmobiX npu noose-
Me Ha 2—3 npoaema no secmuuye), ccubamensx 2onexei —
do 4 6an108, 6 MblAbHBIX U NOOOUIBEHHBIX CeUbOAMensx
cmon — 0o 4 6aanos. Tonyc nHopmanvHbiil. CyxodcunvHole
pepaexcol ¢ buyencos u mpuyencos pasHoMepHole, cpeoHell
ACUBOCMU; KOACHHbIE, KAPNOPAOUANbHbIE U AXUAN08bL HE Gbl-
svigaromes. I[lamonoeuueckux cmonuwvix 3Haxoe Hem. Ilo-
Xxodka c600600Has1, 6e3 cnacmuyecko2o komnonenma. Ilpu-
cedaem He Oonee 4 pa3z 6e3 npuema losepca, xodum
Ha Hocoukax u namkax. [lasvyernocosyro npody evinoausem
Y0081em80pUMenbHo, K0AeHHO-NAMOUHYIO NPOOY — ¢ Ae2KOil
unmenyueil. B nosze Pombepea ycmoiiuusa. Iloeepxnocmuas

YY8CMBUMENLHOCMb — 2UNeCme3Usi N0 MUny 204bgh, 8UOpa-
YUOHHAsL 4YBCMBUMEeNbHOCMb: 6 Kucmax 7—8 y. e. (Hopma
8y.e.), 6 cmonax — 0y. e., n(PONPUOUENMUBHASL — 8 KUCMSAX
coxpanena, 6 cmonax — eunecme3sus. Agmonomuas cgepa —
be3 namonoeuu. egopmayuu cmon omcymcmeyion.

Jabopamopuvie uccaedosanus. B kaunuueckom ananuse
Kpoeu, OUOXUMUUECKOM GHAAU3e KPOBU U 20PMOHANLHOM
cmamyce, 8KAUAIOUUX ONpedeeHue COOEPICAHUS KPeamuH-
xunaswt (50 Ed/a, epanuyst Hopmot 24— 140), beaka, xone-
cmepuna, mpueauuepudos, MpaHcamuHas, OuaupyoOuHa,
Kpeamununa, eaioKo3bl, MO4e80il KUCAOMbL, 0-AMUAA3bL,
Xa0pudoe, Hampus, Kaaus, Kaivyus obujeeo, yceaesa, ghoc-
gopa, nposakmuna, MupeomponHo20 20pMoHa, c60000H020
mupokcuna-4, anmumen Kk mupeonepokcuoase, NoKkazame-
AU — 6 npedeaax HOpMAabHbIX 3HAYEHUH.

SHauumenvHo cmeweHbl NoKa3amenu 20pMoHO8 OMHO-
CUMENbHO peqhepeHMHbIX UHMEPBEAN08 NOMEUHUSUPYIOUe20
eopmona — 36,0 ME/a (Ouanason 6 nopme 1—12,6 ME/n),
@onnukyrocmumyaupyroueeo copmona — 87,1 ME/a (dua-
nazon 6 Hopme 1,7-21,5 ME/n) u scmpaduora —
23,25 nmonv/a (Ouanason 6 nopme 90— 1510 nmoav/n).

Hucmpymenmanavnole uccaedoganus. YiompaszeyKosoe
uccaedosanue WUmMoBUOHOI Jcenesnl, INeKmpoKapouoepagpus
namono2uu He GbisA8UNU.

Dubpoeacmpockonus: GvlsaaeHbl 330()acum HUNCHell
mpemu; I cmenenb HedocmamouHocmu Kapouu u nUAOpyca;
IPUMEMAMO3HAST 2ACMPONAMUSL NPEnUAOPUHECKOL 30Hbl
C 3PO3UAMU; IPO3UBHDLIL NUAOPUM,; 3ACMOLIHAs OYabbonamusi,
3acmoiinas 0yadeHonamus; pe@ioKc dceadu 8 Hceaydok.
Llumonoeuueckoe uccredosanue: 6 uccredyemom mamepuane
npoaugepayus U MOHKOKUWEYHAsS MeMAanAa3us ucciedyemo-
20 anumeanus. Helicobacter pylori (++). 3akawouenue: Ilpo-
Augepauus xcenydouroeo snumenus. Ipucymemesue Helicobacter
pylori.

Ha penmeenoepamme Kuule4HUKa ¢ KOHMPACMOM PeH-
meeHoN0cUMeCKas KapmuHa 2acmposIHmeponmo3d, eblpa-
JHCEHHOU QUCKUHe3UU HcenyOKa U MOHK020 KUWEeYHUKA No 2U-
NOMOMUABHOMY MUNY HA QoHe eunomonuu (puc. 4).

0

Puc. 4. Peumeenoepamma 6oavHoil K.: naccaxc bapuesoii 83secu no Kuuieu-
Huky uepe3 15 mun (a) u yepes 3 u (6) Haba0eHus (8blpadtceHHAs 3a0epiucka
naccaca 6apus u3 yceayoka u 08eHadyamunepCcmHoll KUMKU)
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5mc 7,5mB

+
+

+ +
3anAcibe

NOKTEBOW Crnd

CPB, momopras nposodumocms, Abductor pollicis brevis, meduana, C8 T1

2009 r. (rpaduk a)

: : 3aISACTHE 3,65 7,81 22 0,2 60
| P HKHAA TpeTb nnieva RO
np., Abductor pollicis byevis, Medianus, C8 T1, . . R R . cru6 11,3 5,11 -34.,6 40 0,2 220 28,9
o HIDKHSS _
. . . . . .  75mc 7.5mB e 14,8 1,6 68,8 40 0,2 100 28,6
2 2014 r. (rpaduk 6)
3aISCTHE 4,6 4,9 40 0,2 60
N : ; _Eanage | .
. SN JIOKTCBOM 152 2,83 -424 40 02 230 21,6
I S TOKTEB O Crub cru6
| B} HWXHAA TPeTb nneva HUXHSAA 18,3 2,78 -1,8 40 0,2 60 20,5
TpPETH IUIeYa

np., Abductor pollicis brevis, Medianus, C8 T1

+ + +

Puc. 5. Ipagux u mabauya napamempos M-omeema co cpeduntnoeo Hepsa 6 dunamuie y 6oavnoil K. (30ecs u Ha nocaedyruux pucynkax @ nepuoo
¢ 2009 no 2014 e.). Yemanosaeno pesxoe 3amedrenue CPB u nadenue amnaumyos: M-omeema npu cmumyanyuy 6 npoKCUMAAbHbIX ceeMeHmax,
a makxce chuxcenue CPB u amnaumydsr M-omeema ¢ meyenuem gpemeHu

1,5mc 1,5mkB

4 mkB

+ +

2 1,5mc
.+
o+ 4

a[lOHHaA CKnajka
+ + + +

+ + + +
3anAacrbe

+ + + +

NOKTeBOW crnb
np., . Medianus + + + + o+ o+ o+ 4 e e e s

CPB, cencopnas npogodumocms, n. Medianus

Oproapomnas, 2009 r. (puc. a)

11 manen 5,9 2,4 27 0,1 210 35,6
Antuapomnas, 2009 r.

3aIsICThe 3,47 4,7 14 0,1 130 37,4
Antuapomuas, 2014 r. (puc. 0)

JANOHHas 2,16 65 21 0,1 70 324

CKJIanKa

3aIACTHE 4,75 3,6 21 0,1 90 34,7

JIOKTEBOI 0 2% 0,1

crutd

Puc. 6. Ipagui u mabauya napamempos nomenyuana deiicmeus (I11/]) co cpedunnoeo nepea 6 ounamuxe. Yemanoenero pesioe chuxcernue CPB u cuusice-
Hue amnaumyost I1/] vepea (a), a makice 610Ka hposedeHUs npu CMUMYASYUL 8 MOUKe «10Kmeeoil ceub» (6) ¢ 2014 e.

Iannvie DHMI: ycmanosaena OemueaurHusupyouas
noauneiiponamus c pe3xum cHuscenuem CPB u ymepenHoim
CHUMCeHUem amnaumyd M-omeema no écem ucci1e008aHHbIM
nepsam ¢ 2009 no 2014 e. nabarodenus (dannble no cpeduH-
HOMY Hepey npedcmasaensl Ha puc. 5 u 6). 3a nepuod obcae-
dosanus ycmaunoeaeH cmaobunbHblil 0eKkpemenm amnaumyosl
M-omeema om 30,5 do 46,7 % npu evicokouacmommoii cmu-
myasyuu (50 Iy, 200 cmumynos), o0naxko OexpemeHm om-
cymemeosan na 3, 10, 30 Ty (puc. 7). Cpeduss amnaumyoa
u daumensvHocms ITIE naxoduaucs 6 npedesax HOpManbHbiX
SHA4eHULl, HO UMeAach MeHOCHUUS K Y8eAUHEeHUIO HUCAA NO-
augpasnoix IIE 6 uccaedosannvix moiuyax 00 35 % (puc. §).
Tlamonoeuueckoii choHManHOU aKMUBHOCMU NPU UOABYA-
moii IMI' ne 3apeeucmpuposaro. Ilpu nposedenuu IMIT

00UHOHHO20 MbLULEYHO20 BONOKHA YCMAHOBAEHbL HOPMANbHOE
3HAYeHUe MeNCNUKOBbIX UHMEP8AanN08 U He3HAHUMmenNbHoe
yeeauueHue nAoMmHOCIMU MbIUEeYHO20 8010KHA 8 00uemM pas-
eubamene kucmu (puc. 9).

Ha MPT eon06H020 mo3ea — Ougghysnvie usmeHeHuUs:
0en0eo eeujecmea NOAYWApULL 20108H020 M032ad, NOOKOPKOBbIX
cmpykmyp, mo3xceuka u cmeoaa (puc. 10).

Sakarouenue oxyaucma: 0D/0S=1.0, OU — nmo3 eepx-
Heeo eexa I cmenenu, cpedvl npo3pauHsie, OUCKU 3pUment-
H020 Hepea HecKoAbKo 01e0H08amble ¢ 8UCOUHBIX NON0BUH,
boaviue cnpasa. Ipanuysl vemiue. Apmepuu pe3xKo cyiceHu,
YMepeHHO u3eumul. Benvi Hopmaavroeo karubpa. OepaHu-
yeHue dsudiceHUs 2nasnvix 1040x. Huaenos: OU nmo3 eepx-
Heeo eexa I cmenenu, wacmuunblii opmanvmonapes.
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Aed., Abductir degt maeT

tiy LHnars CETE
2 3,0 12,2 +2,1 +2,1 0,9 60 0,2

! 5 [T :

| 10,0 40 [ | 116
4 30,0 120 [ 12,0
5 50,0 200 [ . 12,8

) s s 5

+33,4 +41,4 4,8 60 0,2
+27,6 +35,4 5.9 60 0,2
+5,9 46,7 49,9 60 0,2

Puc. 7. Ipagux u mabauya napamempos dekpemenma M-omeema npu 8bicOKOHACMOMHOU pUMMUYECKOU cmumyasyuu y 60avHoil K.

AnutenbHocTb-amnantyga MAE

a o

L e 1000

[~ [~a)

X X

= =

g g

= =1

e [

s s |

= = ! i

c c | :

= s | :

< < | O

100 L e
i i ; : f i i b i ;
0 5 10 15 20 0 5 10 15 20

[OnnuTenbHOCTb, MC

Bl NonudasHblie — Hopma

1p. 00MIMii pa3rudaTeib NaIbleB KUCTH (PHC. a)

9,69 10,2 (N) 346 475 -27,2 35,0
JIeB. JaTepabHAs IMPOKAst MBININA Oeapa
11,5 11,5 (N) 800 475 +68,3 20,0
JieB. nepeHsis 00bImedepnoBasi Mimma (puc. 6)
10,8 11,4 IITa 555 475 (N) 15,0

Puc. 8. Iucmoepammer pacnpedenenus drumensnocmu, amnaumyost u maobauya ¢ napamempamu ITLIE npu ueorvuamoit IMT ¢ uccaedosantwix moiuiy

y 60abHoIl K.

3akatouenue cyp0onoea: 06yCmMOpPOHHASA HEPOCEHCOPHAS
enyxoma (Ha ayouoepamme cayxoeoi nopoe eviute 100 0b).

3akaouenue 3H00KpuHonoea: kaxekcus. Ilepsuunbiil
2UNepeoHadoOmMpPONHbLI 2UNOLOHAOU3M, NePBUHHAs AMEHOpes
Ha ¢oHe HacredcmeeHHOl MUMOXOHOPUANLHOLU NAMOA0UL.
Omcymcmaue 6MoputHbIX NOA08bIX NPUHAKOS.

HHK-ananu3z: 6 §-m sx3one eena TYMP 6vina evinénena
Hoeas, panee He onucanHas muccenc-mymauus c. 1001T>G
6 20MO3ULOMHOM COCIMOSHUU, NPUBOOAUAS K 3AMEHe NellUHA
Ha apeuHuH 6 nosoxceruu 334 noaunenmudHoil uenu
(p. L334R) (puc. 11a) CpasHumenvHblil aHaAAU3 OAHHO20
pecuoHa beaka y paziuuHbiX 0peaHu3mMos noKa3d e2o 8bico-
KYI0 KOHCcepeamueHocmb, 6aan no 6aze Polyphen®.2 = 1.00
(puc. 116). Hacaedosarue obnapyiceHHOU HYKAeOMUOHOU

samenvt c. 1001T>G, omcymcemesue ee 6 6a3ax 0aHHbIX NO NO-
aumopgpusmam dbSNP, koncepsamusrHocms danHol 061a-
cmu beaka, a makdce MOHOLEHHOCMb ONUCAHHOU HopMbl
MHTHUD ceudemenbcmayom o namo2eHHOCHU 8bisIGACHHO
mMymauuu.

Pesynbmambl u 06cy:aeHue

Co BpeMenu nepsoro onucanuss MHI'MD B 1976 .
[13] mo HacTosIIEe BpeMs 3apeTUCTPUPOBAHO 0KOJIO 250
ciyyaeB 3a0oneBanus [14]. Auarnoctuka MHI'UD B pa3-
BEPHYTOM CTaAuMM YacTO HE BBI3BIBACT 3aTPYIHEHUS
U KIMHUYECKU BKJIIOYAeT: 1) TsKeable TacTpOUHTECTH-
HaJIbHbIE HapYIIeHUs, 2) KaXxeKCcHIo, 3) 1To3, ohTaabMO-
napes, 4) IeMUSIMHU3UPYIOIIYIO WIM aKCOHAJIBHYIO I10-
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05 sic 150 meB

1., Extensordigitorum, Radialis, C8 C8

[lnomnocmb moluie HbIX 80N0KOH

M= 5 %6 N0 2 o il Po Ro 2ot 26
HOCTH

Icummep
MCD 12,9 36,9 1.7
MSD 18,2 34.8 25.4

Puc. 9. Ipaguk cynepnosuyuu 50 Komniekcoé omoesbHo20 Mblue4HO20
60/10KHA U MAOAULbL RAOMHOCIU MbIUIEHHO20 6010KHA U Odcummepa ¢ 00-
weeo paseubamens nanbyes NPasoli KUCmu

Puc. 10. MPT cono6noco mozea 6oavhoil K. ¢ 37 aem (a) u 42 2o0a (6).
Yemanoeneno oughghysroe paernomeproe nogvienue MP-cuenana 6 pexcu-
max T1, T2 u FLAIR (npedcmaeaen Ha pucynke) om 6en0eo eeujecmea 6cex
0maoen08 60AbUUX NOAYUAPU, OA3ANbHBIX 50ep, HAPYICHOU U 6HYMPEeHHel
Kancyn, obnacmu s0ep cmeona mosea, maiamyca u HepagHoMepHoe CHUIce-
Hue MP-cuenana 6 meduanvruvix omdenax eemucgep mMo3viceuxa, Mo30AUCMOM
mene, npogodnukax cmeona. MP-kapmuna 6e3 cyujecmeenHbiX UsMeHeHUll
omuocumenwvho uccaedoganuii 2009 u 2014 ee.

JMHelponaTuio u 5) neiikosHuedanomnaruio [1]. OgHako
3HAYMTEIbHAs BapuabelbHOCTh JAe0l0Ta C Pa3IMYHBIX

OPraHOB U CUCTEM, BBIPaKE€HHBIN OJIUMOP(U3M UX TTO-
paxeHus MpUBOIAT K TiepekpbiTuio MHI'MD B kaxnom
KOHKPETHOM CJIydae ¢ OOJIBIION IPpyMIoi 3a00JIeBaHUIA.
C. Garone ¥ COaBT. OTMEYAJIN, YTO JaKe B BBICOKOCITCIIH -
aTM3UPOBAHHBIX IIeHTpax OombHble ¢ MHITUD B 1/5
CIyJasx IINTEIHbHO HAOIIOMAIOTCS ¢ TICUXUISCKUMU 3a-
OosreBaHMSIMU (HEPBHOM aHOpeKCcHeit), TeprudepudecKu-
MM TTOJTMHEHPOIIATUSIMH (XPOHMYECKOM BOCITAIMTEIbHOMN
IeMUCIUMHU3NpYIONe monuHelponarueit, (XBIII)
M HACJIEICTBEHHOM MOTOPHO-CEHCOPHOM HeMpomaTtuen
(HMCH)), xumeyHbIMH 3a00JieBaHUSIMHU (0OOJIE3HBIO
Kpona, Hecrrenmmpruaeckm sI3BBEHHBIM KOJIUTOM U 11eJIH -
aKkueli), MUTOXOHIPpUATBHBIMU 3200 1eBaHUSIMU (OOJIBIITON
TPYIIIOi MPOrpeCcCUpPYIOIINX HApY>KHBIX O TaTbMOITICT Ui
u cunapomoM KepHca—Ceiipa), a TakKe ¢ HaCJIeACTBEH-
HBIMU U TPUOOPETEHHBIMU JieiKOdHIEepaTomaTUIMU
U APYTMMU HO30J0TUsIMHU [7, 15].

B ne6iote 3a6oneBanus ycraHoButh MHI'TUD 6e3 00-
CJIeIOBaHMSI CUCTEM M OPTaHOB, BKIIIOUEHHBIX B KPUTEPUU
JMUarHOCTUKU, WIKM 0€3 U3MEPEHUS aKTUBHOCTU (DepMeHTa
TYMP kpaiiHe HerpocTas 3agaya, 1o JaHHBIM JIUTEepaTy-
pbl, nnarHo3 MHI'MBD craButcs B cpenHeM Ha 10 jietT mo-
33Ke TOSIBJICHUS TTePBBIX CUMIITOMOB [ 16]. Bo3pact nebrora
3200JIeBaHMS C TACTPOUHTECTUHAIbHBIX HAPYILIEHUH U pa3-
BUTHE TOJMCUCTEMHON KJIMHUYECKONH CUMIITOMATUKU
y Hallleil 60JbHON COOTBETCTBYIOT KJIACCUUECKOMY Bapu-
anty MHI'MD [4]. OnqHako auarHo3 ObLI IOCTaBIeH Tpa-
KTUYECKM B KOHEUHOI cTaauu 3a00s1eBaHus, 3HAYUTEJIBHO
Mo3Xe MPUCOEIUHEHUSI HEBPOJOrMYECKON CHUMIITOMa-
TUKU — crycTd 25 jet nocie AedioTta. Bee aTo mocayxkuio
TTOBOJIOM JIJTsT pa300pa CUMIITOMOB MPENCTaBICHHOTO HAMK
caydyas MHITUD B auddepeHumrasibHON AUarHOCTUKE
(puc. 12).

Ha npotsixeHuu Bcero nepuoja 3adosieBaHusl y 00J1b-
HOW Ha MePBbIi TIJIaH BHICTYNAJIA BEIPAXKEHHBIE HApYIIIe-
Hus KKT. TTpu xapakTepHBbIX kan00ax Ha TSKECTb B XKU-
BOTE, PBOTE, HApYIIEHWN CTyJIa U TTOTepe Beca OOJNIbHOM
HE TIPOBOAWJIACH TWArHOCTUKA HAPYIIEHWS! MOTOPUKU
KkuieyHuka. IToBropHbie 00JIe3HEHHBIE CITa3Mbl IEPEIHEN
OPIOIIIHO CTEHKU MPUBOAIIA K HEOMHOKPATHBIM TOCTIH -
TaJaU3alMsIM, BCETIa C JOXHBIMU ITOXO3PEHUSIMH Ha arl-
NeHOUINUT. bolim M racTpOMHTEeCTMHAIBHBIC CHUMITTOMBI
HE0OOCHOBAHHO CBSI3BIBAIM C THHEKOJIOTUIECKIUMU Hapy-
IIEHUSIMHU, a aMEHOPEIO, OeCIUIOANEe M TUITOTOHAIN3M —
¢ BpOXICHHBIMU HapymeHussMu. KoHcepBaTuBHOE Jieue-
HUe He TPUHOCUIIO o00JeryeHuit, m OoybHas ObLIa
BBIHY:KJICHA aJIalTUPOBATHCS K CBOEMY COCTOSTHHUIO, TIpe-
KpaTHB HaOJIIoIeHNE 1 JIEYCHNE Yy TACTPOSHTEPOJIOTA.

TTopaxkxeHue LieHTpaIbHOI 1 TTepudepruIecKoil HEPB-
Ho¥t cucteMbl Tpu MHI'MD Ha HayanbHBIX cTagusIX 00-
JIE3HM YaCTO KIIMHUYECKH HE BRIpaXKeHO, HO MMEeT BhIpa-
xeHHble ODHMI- 1 MPT-u3menenusa. DHMI -kaptuna
y 6onpHbIX ¢ MHI'UD He orimuymma oT M3MeHEHUN
npu XBAIT 1 HMCH, ogHako Ki1MHU4YecKass CMUMIITOMA~-
tika npu MHI'MID He cOOTBETCTBYET CTEMEHU TSKECTHU
nopaxkeHuii, BeisiBIeHHBIX ipu DHMI. [MonuHeiiponaTus
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a A C GAC G GC

AV VA

T
MyTauua ¢.1001T>G
B FOMO3MIOTHOM COCTOAHUN
(naymeHTKmn)

MyTtayma c.1001T>G
B reTepo3nroTHoM
COCTOAHNN
| (6paT NauneHTKM)

HopmanbHas
nocnef0BaTeNbHOCTb

(dparmeHT 8-ro 3K30Ha reHa
TYMP)

Puc. 11. Daexkmpoghopeepamma: a — gppaemenm §-20 sx30na eena TYMP. Pozosvim ommeuena mymayus c. 1001T>G; 6 — noaunenmuodnas yens, KoHcep-
samueHocmo pationa 6eaka TYMP. YepHoim evidenen amunokuciomusiii ocmamok aetiyuna é hosuuuu 334 (Polyphen2.2)

XBAI DHuedanonaTum
HMCH HacneaCcTBeHHble
dHuedanonatTnn
MHFMB npuobpeTeHHble
MHO «+=

KepHca-Cenpa cnHOpom
‘QY\QJ@ p ap

W

bone3nu KKT

Puc. 12. Jugpgepenyuarvnas ouaenocmuxa MHITHD ¢ nacredcmeennvimu u npuobpemenvimu 3a001e6anusmu (NOACHeHUs 8 meKcme)

y 6onbHBIX ¢ MHI'MD Moxer mporekaTh JJIUTEbHOE
BpPEMSI AaCUMIITOMHO U 4acCTO SIBJISETCS CIyYalHOM HaXOmd-
koii mpu DHMTI -uccnegosanum [15, 17]. B pa3BepHyTOit
cTaguu 3a00JieBaHUs y Hallleit 00JIbHOM, CHJ1a B IUCTaJb-
HBIX OTIeJIax KOHEUHOCTEl OblIa JOCTaTOUHasl, a OTCYTCT-

BUE€ HApYIIEHUS B pyKax ITOBEPXHOCTHOM, BUOPALIMOHHOI,
NPONPUOLIENTUBHOM YYBCTBUTEJbHOCTU, WHTEHLUU
MpU TAaJbIIEHOCOBOI MpoOe M CEHCUTUBHONM aTaKCUM
He ObUIM TUMNWYHBI ISl TojauHeipornatuu. OmHAKO
npu nposBeaecHun DHMI BbIsIBIeHO pe3Koe CHUXEHME
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Puc. 13. Penmeenosckas KT moviuy 6edep ¢ 3axeamom eoneneii y 6oavroii K.,
42 nem: cnpasa npedcmaenenvi npOOOAbHbIE CPE3bl, C1€6a4 — NONEPEUHble
cpesbl, KOMOopble COOMEEMCMEYIOm 3eAeHbIM UWMPUX08bIM AUHUAM HA NPO-
doavhbix cpezax. Ha KT-chumkax omcymemayrom npusHaku ampoguii u 3a-
MeujeHUs: MblUEeHHOU MKAHU HCUPOBOUl

CPB 1o Bcem nepudepruyeckuM HepBaM IO TUITY MUEIU -
Homatuu. R.S. Bedlack u coaBT. mpearnofoxuiv, 4To
OHMI-npu3Haky NoAMHENpPONaTUu, BhISIBJIIEMbIe TIPU
MPOBEJEHUN UCCAeIOBaHUI Ha JII000ii cTaguu 3aboseBa-
HUSI, CBSI3aHBI C MOPAXEHUSIMU MepudepruIecKuX HEPBOB
U HakoruieHueM B | gekanme *XU3HM HepaBHOMEPHBIX
10 MPOTSIKEHUIO HepBa MHOXKeCTBeHHBIX Aejietnii MTIIHK,
dopmupys ipy SHMI peHoTunmueckuii ooauk XBJTT
u HMCH. R.S. Bedlack u coaBT. onrcany npyuMepbl O~
0ouHOIT AMarHocTuku U HeaddekTuBHOTrO JeueHust X BATT
y 6osnbHBIX ¢ MHTUD [17].

Ha MPT nmpu MHI'UD BeisBisiorca auddy3Hbe
U3MEHEHMS OeI0TO BellleCTBa TOJIOBHOro Mo3ra. Cucok
HACJIEACTBEHHBIX U HEHACEACTBEHHBIX dHIIe(haTonaTUi,
UMEIOIINX aHAJOTUYHbIE BU3YaJbHbIE MAarHUTHO-PE30-
HAHCHBIE TPOSIBJIEHUS, IIUPOK (BKIIOYAET HEKOTOpbIE
(GopMbI TOKCHMYECKUX SHIIE(aTONaTU, HacaeACTBEHHBIX
0oJie3Helt 0OMeHa BeIleCTB, BPOXKIEHHBIX MUOAUCTPODUIA,
paccestnHoro ckiiepo3a, CADASIL-cunapoma, Mepo3uH-
HEeraTMBHOW BPOXIEHHOW MblIlIeYyHOU auctpopun 1A
THIIAa W OPYTUX HO30J0THi). OZHAKO TOJBKO TIpHU
MHI'MD 3HaunTeIbHBIC M3MEHEHMS OCJIOTO BEIeCTBa
roioBHOro mosra npu MPT He UMEIOT OXKMIAEMBIX K11~
HUYECKNX CUMIITOMOB ITOPaXeHUS IIEHTPAIbHON HEPB-
Hoit cucteMbl (IIHC) m KOTrHUTMBHBIX HapyIIeHUN
[4, 18—21]. ¥V Hamteit 601bHOM TTPU BhIPAXKEHHBIX U3ME-
HeHmsix Ha MPT romoBHoro mo3sra (cM. puc. 11) He ycra-
HOBJIEHO Kakux-J11ubo mpusHakoB mopaxeHus LIHC
1 CHIDKCHMST MHTEJUICKTA.

YacteiMu cummnitomamu ipy MHI'UD gaBngiorcst ogd-
TaJIbMOILICTHUS U TITO3, YTO 3aTPpyaHsIeT TuddepeHIInaTb-
HYIO TMarHOCTUKY C HaCJIeACTBEHHBIMU HAPYKHBIMU O(D-
TaJIbMOILJICTUSIMU, T.€. MyTrauuum B reHe TYMP moryr
MPUBOJAUTDH He TOJBLKO K heHoTunny MHI'MUD, Ho 1 K mipo-
rpeccupylolieii Hapy>KHOM O(MTaJbMOIIETUN «ILIIOC»

(ITHO++). ITHO+ npenctapastoT cod60ii OOJBIIYIO TPYIITY
reTepOreHHBIX 3a00JICBaHMI, O0YCIIOBICHHBIX MyTaIllUSIMU
kak MTAHK, tak u aJIHK, coueraromuxcsi ¢ nopaxkeHuem
PA3IMIHBIX OPraHOB M CHUCTEM C IIPEUMYIICCTBEHHBIM
TEPBUIHO-MBIIIICYHBIM TTOPaXKeHNEM CKEJIETHON MYCKY-
JIaTyphl. Y Hallel 00JbHOM MCKITIOYUTH IEPBUYHO-MBI-
MIEYHBI XapaKTep IMOpaXXeHUsI MO3BOJUIN OTCYTCTBHE
MMOTEHHOTO TTaTTepHa Ipu urojbyatoir DMI (cm. puc. 8)
¥ 3aMEIICHUS MBI KPOBOU TKAHBIO IIPH KOMITBIOTEP-
Hoi1 Tomorpadum (KT) 6enep u roneneii (puc. 13). B kom-
miekce co crumyiasuuoHHoit DMIT (cumxkenue CPB
I10 TUILY MUEIMHONATUK) (pUcC. 5, 6), IKUTTEPOM (YMEpEeH-
HOE YBEJMUYCHNE TUIOTHOCTH MBIIIICUHBIX BOJIOKOH C HOP-
MaJbHBIMM 3HAYCHMUSIMUA MEXIIMKOBBIX HHTEPBAJIOB)
(cMm. puc. 9) ¥ CIOHTAaHHOI AaKTUBHOCTBIO (€IMHUYHBIC
TOJIOKUTEJbHBIE OCTPhIE BOJHBI U TOTEHIIMAIBI (DUOPUII-
JISIIMI) YCTAaHOBJICH NeMUEIMHU3UPYIOIIUIA MaTTepH I10-
paxkeHus1 NepudepruuecKuX HEPBOB C MUHUMAJIbHBIMU
JIEHEPBALIMOHHO-PEUHHEPBALIMOHHBIMU  U3MEHEHUAMU
B Mbllax. OgHako [THO+, oOycioBiaeHHbIe MyTaLMSIMU
B reHax POLG, RRM2B sAHK u criopannyecKuMu MpoTsi-
KeHHbIMU Aeneusmu MTIHK, MoryT npuBoauTh K (peHO-
tumny ncesno-MHIUD, uro 3atpynHsieT auddepeHnatb-
HYIO IMarHOCTUKY Jake B pa3BEPHYTOM CTanyy 3a00J1eBaHMs
[10, 11, 22]. [TceBno-MHI D He conmpoBoXXaaeTcsl CHIXKE-
HMeM akTuBHOCTU (hepmeHTa TYMP, crienoBarenbHo, u3me-
peHME aKTUBHOCTH (DepMEHTa MO3BOJISIET BEpU(BUILIMPOBAThH
MHI'MD Ha mo6oii cranuu 3a00JIeBaHUS.

He BHOCHT sicHOCTM M caM aKpOHUM 3a0oJieBaHUS,
TpeTepIIeBIINi MHOXeCTBO MHTepripeTaninii. Ha ceron-
HAIIHWUWA JeHb YCTOSIBINIMMCS SIBJISICTCSI OPUTWHAIBHOE
HazBaHMe mitochondrial neurogastrointestinal encephalo-
myopathy, npeaytoxenHoe M. Hirano v coaBt. B 1994 1. [1].
BxitoueHHasT B aKpOHMM «MUOMATUS» HE YKa3bIBaeT
Ha TIEpBUYHO-MBIIIEUYHBI OeEeKT, a CBUAETEIBCTBYET
0 BO3MOXXHOM BBISIBJICHUU Je(PULINTA IINTOXPOMA C-OKCH-
JIa3bl ¥ HAJTMIMS KPACHBIX pPBAHBIX BOJIOKOH B MBIIIICYHOM
TkaHu. Jloka3zaHo, uto reH TYMP He sKcmpeccupyeTcs
B CKEJIETHOM MYCKyJaType, a cJ1ab0CTh Y OOJBbHBIX MMEET
HEMpOTreHHYIO IIPHUPOLY C XapaKTepHBIMH IPYIIITUPOBKAMUI
MBIIIIEYHEBIX BOJIOKOH IO TUTIAM M UX aTPOGHit IIpu OMOII-
CHH MBIIIII. ABTOp aKpOHHUMA TaKOe IIPOTUBOPEUNE OITH-
CBIBaeT KaK «MBIIIeUYHBIH TTapagokce mpu MHI'NB», mpe-
JocTeperast CIICHMAINCTOB OT OIMMOOYHOTO ITOMCKA
MEPBUYHOTO MopaxXeHust MbIiii mpyu MHTUD [4].

B ximnHmueckoit kapruae MHI'MID onmcan oueHb -
POKMi1 CIIEKTP CUMIITOMOB, KOTOPBIN IIMTEIbHOE BPEeMsI
OCTaeTcsl HeM3MEeHHbIM. Y Hallleii 00JIbHOI BbISIBJIEHBI paHee
HEOICaHHBIE MTPOSIBJICHNUS 3a00JIeBaHMS B BUIE THUIICPTO-
HaZOTPOITHOTO TUITOrOHAIM3Ma M CTOMKOrO JEeKpeMeHTa
M-oTBeTa npy BbICOKOYACTOTHON PUTMUYECKOM CTUMYJISI-
1 (50 Tix, 200 cTrMys10B) BOCIIPOM3BOAMMOTIO IIPU KAXKIOM
OHMI -uccaenoBanuu B iepuon ¢ 2009 o 2014 r.

ITpu MUTOXOHIPHATBHON MATOJIOTMH, KaK MPaBUIIO,
BCTpeYaeTCsl HeMOCTaTOYHAsl CeKPeLMs TOPMOHOB TUITO-
TaJlaMO-TUNO(PU3apHOI CUCTEMBI ¢ (DOPMUPOBAHUEM TH-
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IMOTOHAAOTPOITHOTO TUMoroHagu3Ma [23]. OgHako y Ha-
et 6onpHOM 1 ormcanHoro 1. H. Kalkan n coaBt. B2012 1.
MyxunHbsl ¢ MHTUD [24] ycTaHOBIEH TUTIEPTOHATOTPOTI -
HBII THIIOTOHAIN3M, ITaTOTeHE3 KOTOPBIX TPEOYeT Hallb-
HEHIIero n3y4cHmsI.

st MCKITIOYeHWST MMACTeHUM, IIPEIIOIOXCHHOMN
HEBPOJIOTOM, OOJIbHOM OBUT MPOBEICH CTAHIAPTHBIN TECT
PUTMHUYECKON CTUMYJISIIUA C TeTaHW3ALMEH U JKUTTEP.
HopwmanbHble 3HaUeHUS MEXITMKOBBIX MHTEPBAJIOB MPU
HCCIICA0BAaHMU JKUTTepa (CM. prc. 9), OTCYTCTBHUE AeKpe-
MeHTa M-oTBeTa NpHU pUTMMYECKON cTUMyIsnuu 3 Tix
Y CUHAPOMa ITaTOJIOTMYECKOU MBILLIEYHOM YTOMISIEMOCTA
IMO3BOJIMJIN UCKIIIOYUTh MUACTeHMIO. HeoxknmaHHO ObLI
YCTAHOBJICH BOCIIPOM3BOAMMBIN P MOBTOPHBIX UCCIIC-
JIOBaHUSIX OeKpeMeHT M-oTBeTa Ha ctuMyssiuio 50 Iix
(cM. puc. 7) ipu ero orcyrcTBum Ha 3, 10 u 30 Iix. JIst orm-
peneseHus: pacIpoOCTPaHEHHOCTH YCTaHOBJIEHHOTO (DeHO-
MEHa HeoO0XOIMMO UCCIeAOBaHNE TeTaHU3AUM Y IPYTUX
6onbHbIX ¢ MHI'UD. Bo3MmoxHO, B JalbHEHIIIEM IeKpe-
MeHT M-oTBeTa moMoxeT B AuddepeHIMaIbHON IUarHo-
CTUKe 3a00J1eBaHUs.

ITaToreHetnueckoro neyeHust ajass MHI'MD He pazpa-
0oTaHO. DKCIeprMMeHTaAbHbIC JaHHbIE TTOKA3aJIU, YTO IS
CMSITYCHUST KIMHUYECKUX MPOSIBICHUN W YIydlIeHUS
KavecTBa XXWU3HU OCHOBHOI 3a1a4eil IBJISIETCST CHIDKEHME
YPOBHSI HYKJIEO3MI0B, KOTOPBIE IIPUBOIAT K OMIOCPEI0BaH-
Homy uctoumieHuto MTIAHK [25]. Beiiu mpeanpuHsThI
TIOTTBITKY TIPOBENEHUS TutazMadepesa s ynajaeHus U3-
ObITKA TUMHUIWMHA W IE30KCUYPUINHA, KOHIICHTPAIIWS
KOTOPBIX OBICTPO MOCTHUTaA TIPEXHUX 3HaueHuit. [1nas-
Macdepes He AaBasl MOJIOXKUTeIbHOro a(dekTa, Kak v Mof-
XOIbI C TPUMEHEHNEM MOYETOHHEIX TIpEIapaToB 1 Iepe-
JBaHue TPOMOOIUTOB [8, 26, 27]. CTOMKOro CHUKEHUS

TUMUOWHA C SBHBIM ITOJIOXUTEIBHBIM 3((HEKTOM B KIIH-
HUYECKO CUMIITOMATUKE YIAJI0Ch JOOUTHCS TIPH IIPOBE-
JIEeHUU aJIJIOTeHHOM TpaHCIUIAHTALIMU Te€MOITO3TUYECKUX
ctBOJIOBEIX KileToK KpoBu (TT'CK) [28]. Tem He MeHee
no3gusag guarHoctnka MHITUD un mposenenme TI'CK
B JaJIeKO 3alledlneil cramuy 3abojieBaHUSI TPUBOIVIN
K rubenu 10 50 % 60JbHBIX [29].

B pasBepHyTOIi cTamuu 3a00JeBaHUS BRIpaXKeHHAS
HellpoceHCOpHasl TYroyXOCTh BCTpedyaeTcs Oolice
yeM y 60 % GonbHbix ¢ MHI'UD [1]. J.N. Li u coasT.
IMOKa3aju, YTO C ITOMOIIbIO KOXJIeapHO MMILJIaHTAIlN!
MOXHO JIOCTUYb YIOBICTBOPUTEIBHBIX PE3yJIbTaTOB
BO BCEM CIIEKTpEe BOCIIPMHMMAEMBIX YaCTOT Jaxe
P TOJHOI moTepe ciayxa. [loydeHHBIE UMU PE3yJIb-
TaThl TTO3BOJISIIOT PEKOMEHA0BATh IPOBEACHUE KOXJIeap-
HOI uMIIaHTaluu 6oabHBIM ¢ MHIMD Ha moboit
craguu 3aboneBanus [30].

BbiBofibl

B ne6rote 3ab0neBaHus ¢ U30JUPOBAHHOI KaxeKCHUel,
nceBnoooctpykuuein XKKT, odranbmornierueit, moau-
HeliponaTueil, HEMPOCEHCOPHOM TYrOyXOCThbIO, HLE(ha-
Jionatueit MoxHo 3anono3put MHI'MD npu ucnons3o-
BaHWM KOMILIEKCHOM OWAarHOCTUKU (BKJIIOYAs W /WK
OHMI, MPT rojoBHOro Mo3ra, ayimoMeTpu1Io, peHTre-
Horpaduio KuieyHuKa ¢ KoHTpactom). [1pu ycraHoBIie-
HMM COYETAHUS TTOPaXKEHUsI HEPBHOM U MUILIEBAPUTEILHOM
CHCTEM HEOOXOIMMO OIPEAE/SATh YPOBEHb TIA3MEHHOTO
TUMUIMHA U Je30KCUYPUANHA U/ WA aKTUBHOCTHA TUMM -
nuHpochopunassl ¢ nocaeaytomei JIHK-guarHocTukoi
s Bepudukauuy MHITUD. PaHHee BbIsiBIeHUE OOJIBHBIX
¢ MHTUD noszsonut cBoeBpeMeHHO mnpoBecTu TTCK
U OCTAaHOBUTH ITPOTPECCUPOBaHNUE 3a00IeBaHMUS.
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