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Pe3iome

BpoXaeHHaR MHOTORUS — MOHOTEHHOE 3360/1eBaHMe, HACNEACTBEHHAA KAHANONATHA, NPU KOTOPOR NOPAXAIOTCA CKENIETHBIE
MbILLLLI. BbIAGNSIOT 4B THNA BPOXACHHOA MUOTOHWH: ayTOCOMHO-AOMWHAHTHYIO BPOX/EHHYI0 MHOTOHHIO, TakoKe HadblBae-
Myio MH0TOHMe# Tomeena (OMIM 160800), M ayTOCOMHO-PELECCHBHYIO FeHepanH3oBaHHYI0 MHOTOHMIO (PTM) unk MUOTORHI
Bexkepa (OMIM 255700). Mockonbky Heckonbko MyTauui rena xnoporo kanana GLCNT MoryT Bi3BaTe 160 MHOTORHIO
Tomcena, NM60 MMOTOHMIO Bekkepa, Bpay 06bIYHO NONAraKTCA HA XapaKTepHble NPU3HAKA H CUMNTOMBI, ¥T0Gb! PasnuyarTh
3T¥ B¢ DOPMB! BPOXKAEHHOW MUOTOHAW. OHAKO AMArHOCTUYECKME OWMOKM 0YEHb YacTbl HA YPOBHE NEPBMYHOMO 3BEHA
31pasooxpanexns. OHOA U3 BEQYLLMX NPOGAEM QUArHOCTUHECKOrO MEHEMKMEHTA BPOXAEHHOA MHOTOHWH ABNABTCA HU3KaA
JAOCTYNHOCTb MOEKYNAPHO-TEHETHYECKOr0 HCCNELOBAHHA ANA HACENEHUA HaLLEW CTPaHbI, NOTOMY YTO 3TOT BUA AMArHOCTHKM
He BXOAHT B NPOTPaMMY rOCYAAPCTBEHHbIX FAPaHTHA 10 HACTOALEr0 BPEMEHH. ABTOPaMM NPEACTABNEH KAMHUYECKHA ChyYad
N03/HeA ANarHOCTHKM BPOXAEHHOA MHOTOHMK (BapHaHT nceBao-bexkepa) y 42-neTHero MyxyuHbl. KaHuTb WM NOMUNOBATL
Bpaya, KOTOPbIM HA3HA4UN MONEKYNAPHO-AHArHOCTH4ECKDE 06CNEAO0BANHME, HE BXOAALLEE B YTBEPXAEHHbIE CTAHAAPTHI?
Knioyesble cN0Ba; BPOX/EHHAR MUOTOHKMA, CLONT, AAarHoCTUKa, MEHB[KMEHT, PEAKWI KNMHW4ECKUHA CNyyal

Summary

Congenital myotonia is a monogenetic disease, hereditary neuromuscular chanalopathy that affects skeletal muscles. Two
types of myotonia congenita exist; autosomal dominant myotonia congenita also called Thomsen disease (OMIM 160800), and
recessive generalized myotonia (RGM) or Becker myotonia (OMIM 255700). Because several CLON1 mutations can cause either
Becker myotonia or Thomsen myotonia, doctors usually rely on characteristic signs and symptoms to distinguish the two forms
of myotonia congenita. However, diagnostic errors are very common at the level of primary health care. The authors present a
clinical case of late diagnosis of congenital myotonia (variant pseudo-Becker) in 42 years old man. Execution or to pardon the

doctor who prescribed molecular diagnostic testing, which is not included in the approved standards?
Key words: congenita!l myotonia, CLCN1, diagnosis, management, rare clinical case

Beenenne

BpoxuaeHHas MHOTOHHS — 3TO MOHOreHHOe 3a6onesa-
HHUe, OTHOCAMIEECH K Ipynne HacneACTBEHHbIX KaHATONATHH,
MpH KOTOPHIX MOPAKAIOTCA KalMeBhle KaHannl MeMGpaHbl
MHOLHTOB CKENETHRIX MuilL [1). Buigensior asa Tna spox-
JOCHHOH MHOTOHHH: AYTOCOMHO-IOMHHAHTHYK) BPOXICH-
HYI0 MHOTOHHIO, TaloKe Ha3biBaeMylo MHoTOHHeill Tomcena
(OMIM 160800), H ayTOCOMHO-PELECCHBHYO N€HEPANN30-
BaHHY0 MHOTOHHIO (PTM) nan MuoTonuto Bekkepa (OMIM
255700) [2]. BpokaeHHA? MHOTOHHMA ABIAETCA PEAKHM 3a-
6oneBaHHeM — CPEIHENONMYIUMOHHAS PaCNPOCTPAHEHHOCTh
coctasiser okono 1 cnayyas na 1000000 HaceneHHs B MHpe
[3], nmwb B HekoTOpHIX cTpaHax 3a6oneBaHHe BCTpedyaet-
ca gawme. Hanpumep, B cesepHoit CxanamHaBHH pacnpo-
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CTpaHeHHOCTL MHOTOHMKH ToMceHa Jocturaer 1 ciydas Ha
100000 8 nonynaunxH [4].

TMockonbky Heckonsko MyTaus# reHa CLCN1, xogpy-
I0LEro XJIOPHBIH KaHan MeMOpaHbl MHOLMTOB, MOTYT Bhi-
3BaTh 1H60 MuoTOHHIO TomceHa, 6o MHOTOHHIO Bexxepa,
NPaKTUKYIOILHE Bpaux 0OBIYHO NONAralOTCA HA XapaKTepHLIe
KIHHHYECKHE NPH3HAKH H CHMITTOMBI, YTOOB! Pa3IHIaTh ITH
aBe GopMul BpOXKAEHHOH MHOTOHHH [5]. OnHaKO JHAHOCTH-
qecKHe OWMOKH OYeHb 4acThl HA YPOBHE NEPBHYHOID 3BEHA
3npaBooxpaHeHHs. ONHOH H3 BEXYIUHX MpobneM AHAFHOCTH-
4eCKOro MeHEeKMEHTa BPOKACHHOH MHOTOHMH SABJIAETCA
HE CTO/IbKO HM3KaX HaCTOPOXKEHHOCTb OTHOCHTE/ILHO BRIAB-
JIEHHA PefKHX KIHHMYeCKHX (OpPM Hacne[CTBEHHRIX HEpB-
HO-MBILLIEYHBIX 3300/1€BAHHHA, CKONBKO HH3KAdA JOCTYITHOCTH

Ne10 (143) HosGps 2016 HEBPONIOTUA



YPAJIbCKUA
MEQUUMHCKWA XKYPHAN

NEUROLOGY

MOJIEKYIAPHO-TEHETHYECKONO HCCIENOBAHHA A8 HAaCEeHHs
HalleH CTPaHbl, IOTOMY YTO 3TOT BHI AHAarHOCTHKH HE BXO-
IHT B NPOTPaMMY NocylapCTBEHHBIX rapaHTHit 10 HacTosule-
o BpeMeHH. 3a4acTy1o /1 Bpauel NepBHYHOTO 3BEHA MECT-
HbIMH OpPraHaMH 3IpPaBOOXPaHEHHA AAIOTCA HACTOSTENbHhlE
peKOMeH/aLHH He HA3HAYaTh METOAb! AHATHOCTHKH, KOTOphIE
He BXOIAT B MPOrpaMMy roCyAapCTBEHHBIX IapaHTHH HIH
YTBEPKAEHHbIE CTaHAapTel. OQHAKO MO3AHAA OMArHOCTHKA
BPOXACHHOH MHOTOHHH 4YpEBaTa YNYLUEHHBIMH BO3MOX-
HOCTAMH COLHA/IbHOW M TPYAOBOH aOMIMTALMM NAUHEHTOB,
CHM)XEHHEM Ka4€CTBA HX XKH3HH H PHCKOM XXH3IHEYTPOXKal0-
WHX OCAOKHEHHH, BKIIOYad MpPeapacionoXeHHOCTh K A10-
Ka4eCTBEHHON runeprepMHH [2]. KasHHTh WM MOMMIOBATHL
Bpaza, KOTOPhIH Ha3HaYHJ MONEKYIAPHO-AHATHOCTHYECKOE
obcnenoBanme, He BXONALLEE B YTBEPXKAEHHBIE CTAHAAPTH?
TlpenctaBnseM Ha TPETEHCKHH CYA KOJUTEr KIHMHHYECKHi
Cy4ai Mo3AHEH NHArHOCTHKH MHOTOHHH (BapHaHT MCEBIO-
Bexxepa) y MONOAOIO MY>KIHHBI.

KnuHuyecxuin cnyvai

Bonbnoii A., 42 roga, 6usHecmeH, BrepBhie ofpari-
CA Ha KOHCY/bTaLHIO K HEBPOJIOTY HEBPONOTHYECKOIrO LEH-
Tpa 3MMIENTONOTHH, HEI{POTEHETHKH H HCCJIEAOBAHMA MO3ra
VYuusepcurercroit winHukH KpacIMVY um. npod. B.®. Bo-
#ftHo-Sceneuxoro (aanee - HL| YK) B centsibpe 2015 roaa ¢
xanobaMu Ha CKOBAHHOCTL ABHXXEHHi MOC/E OTIBIXA C 3a-
TPYAHEHHEM HMHHUHAUMH ABHWKEHHH BO BCEX MHLILIEYHBIX
rpynnax, BKIIOYas MBILILE KOHEYHOCTEH, TYIOBHILA, UM-
JIHApHBIE MBIUU (TPYAHOCTE (OKYCHPOBKH 3peHHA NpH Ghl-
CTpOM NepeBoje B3opa ¢ GiHXHero Ha oTAaNeHHKIH 06bexT),
TIEPHOPANILHOH MYCKYNaTyphl H MBLILIIL A3bIKA C TPYOHOCTBIO
Hagana peuH, Mo Mepe NOBTOPEHHA ABHXEHHH CKOBAHHOCTHL
MBI YMEHBUIANACh; MOCTYPAIbHYIO HEYCTOHYHBOCTbL C
najeHueM MpH MonbITkax OBICTPOH HHHIMaUMKH x0mbOH
HIH TpH GRICTPRIX MOBOPOTax, TPYAHOCTH GLICTPOrO Moab-
eMa fnocse najgeHui (MauMeHTy Hy)XeH BapHaGenbHO#H mpo-
NO/DKMTENILHOCTH MEPHOR OTABIXA A PENakKCalldH ML),
TNIOSBJICHHE BTOPHIHOH TpeBoru (aropadobun) npu xoanbe B
KPYTIHEIX Mara3sHHax H .1 (y MY IHHBI ObUT cTpax nageHHH
Ha 7a3ax y GONbLIOro KOMHYECTBa MOAEH H 3aTpyAHEHHA
GRICTPOro MombeMa NMocJie MAAeHKA), B CRAIH C YeM MYXKIHHA
CTapaJICA XOIMTb B MarasHHax H ApPyrux obmeCcTBEHHBIX Me-
cTax Guipke K cTeHaM, MHHHMH3HPOBa pe3KHe MOBOPOTH H
GBICTPOE HA4AJIO JBIDKEHHA; CO CJIOB CYNPYTH — Y MYXUHHEI
OTMEHAJICA Xpan H KOPOTKHE I1€pHOIbl OCTAHOBOK IhIXaHMR
BO BpeMA HOTHOIO CHa.

HacnencteeHHuH aHaMHe3 N0 BPOXACHHOH MHOTOHHH
omsarome. [Taunenty (npobanay), 42 roaa, BpoX/IeHHas MH-
OTOHHSA paHee €My He YCTaHOBJICHa, XOTA B AETCKOM BO3pacTe
(a0 10 ner) OH 8KTHBHO OCMATPHBAJICA BPauOM NEHETHKOM
KpacHoApcKoro KpaeBoro MeHKO-reHETHIECKOro LEHTpa BO
BpeMa obcnegoBanns csoero crapwmero 6para (cM. manee),
MPH3HAH 3IOPOBEIM, 31€KTPOMHOrpaPHIECKH H MONEKY/IAP-
HO-TEHETHIECKH He 06c1e10BaNICA H Ha AMCNIAHCEPHOM ydeTe
y FeHETHKA H HEBPOJIOTa MO MECTY XKHTEILCTBA HE COCTOR,
HECMOTPA Ha HaiHIHE KJIHHHYECKOH CHMITTOMATHKH C ACT-
CKOIO BO3PacTa - MAUIBYHK NAJal B AETCTBE H HE MOT HEKO-
TOpOe BpeMA MOQHATLCA NpH GLICTPOM Hadane ABHXXEHHA H
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Gera (c ero c10B Ha MOMEHT HAacTOsIUEH KOHCYNLTALMH) H
HapacTaHHA CHMITTOMATHKH B T€YEHH? MOCNEAYIOMMX JeT
00 Hactosiiero BpemeHH. [lpobGann xeHar, umeer 2-x ge-
TeR — crapuiemy cuiHy 20 siet, Maaawemy 17 ner, netn Ha
NpeaMeT BPOXXAECHHOH MHOTOHHH paHee He 06cneaoBaHb, HO
OCMOTpPEHb! BPaYOM HEBPOJIOrOM MO JIMHHH BOGHHO-BpaueH-
HOR KOMHCCHH BOEHKOMATa 110 MECTY JKHTEbCTBA, [IPH3HAHBI
30POBLIMH, HO 3IEKTPOMHOTPadHIECKH H MOJIEKY/IAPHO-Te-
HETHYECKH He o6cnenoBaHs!.

Crapunii 6pat naumenTa (cube, 45 ner) cTpanaer Mu-
oronuei ToMceHa, KOTOPYI0 eMy AHArHOCTHPOBAIH KIHHH-
4ECKHM B MIOAPOCTKOBOM BO3PacTe, HO B HAaCTOfLIEE BpeMs
MYX4YHHA HA IMCNIAHCEPHOM yueTe Y NeHETHKa H HEBpO/Iora
He COCTOMT, KOMILIEKCHAA IHArHOCTHKA MO [UTaHy AMCIaHCe-
PH3aUHH H NPOQHIAKTHKE OCIOKHEHHI HEe OCYIIECTBIAETCA.
B 3apernctpuposannom bpake (B HacToALEe BpeMs pa3Boa)
Y MYXYHHBI pOXKI€EHO 2 neted (chiHy 16 net, aouep 10 net),
NETH Ha MpPEAMET Hac/leN0BaHHA MHOTOHHH ToMceHa paHee
KNMHHYECKH, NEKTPOMHOTPaGHIECKH H M MOJIEKYIAPHO-Te-
HETHYeCKH He obcnenonanbl. CUHTAIOTCA 3X0POBLIMH.

Otuy npo6anza 72 rona, paHee BpoXAeHHasA MHOTOHHA
HE YCTaHOBJIEHAa, HO MY)XYHHA B HacTOAILEE BPEMA XOAHT C
TPOCTBIO, OTMEYAETCA CKOBAaHHOCThH MBILIL, OCOGEHHO HOT H
CMHHBI, YTO CBA3ILIBAIOT C AIBTEPHATHBHRIMH AHATHO3aMH,
BIUTIOYAA «OCTEOXOHAPO3». My*XHHA POXKHBAET B CENIBCKOH
MECTHOCTH, He noobcenoBaH.

VY ortua npobanna ects 2 6Gpara — crapwemy Gpary
oTua npobanaa (msne nmpobaHma no OTHOBCKOH NHHHH) 77
71eT, KIMHHYECKHX MPH3HAKOB BPOXXAEHHOH MHOTOHHH HET,
HO MY)XciHHa He noobcnenosaH. Cpenuuii 6par otua npo-
6anna (as0a npo6aHaa Mo OTLOBCKOH IHHHH) yMep B 68 net
B CBA3H C MaTONOTHeH cepAla (KaKoH YTOUHHTE He yOanoch,
HO He HCK/IOYaeTCA BPOXKACHHAR MHOTOHHA C BOB/IEUEHHEM
MHOKapaa).

Mo marepuHcKkoi THHHH aHAMHE3 NO HAC/NEACTBEHHOH
HEPBHO-MEILIEYHOH MATONOIHH HE OTATOMIEH, HO MaTh PO~
6anna 1 ee poACTBEHHHKH | H 2 CTeneHH POACTBA OCMOTPY H
c6opy aHaMHe3a He JOCTYMHHI.

MonekynspHO-reHeTHYeCKad AHAarHOCTHKA C LEMbIO
YTOUHEHHR Hac/lexyeMoH Mo OTLUOBCKOH THHHH BPOXIACHHOH
MHOTOHHH Yy “WI€HOB POAOC/IOBHOH MpobaHaa paHee He Mpo-
BOAMNACK.

OObeKTHBHO (HA MOMET MEPBHMIHOH KOHCYIBTALHH B
HL YK): cocrosHHe nauueHTa YHOBJIETBOPHTE/IbHOE, CO-
3HaHHE ACHOE, MYXIHHA aIeKBATEH, KPUTHYEH, o6muii Gox
HACTPOEHHA HECKOIbKO YFHETEH, YMEPEHHO MNOBhLILIEH Ypo-
BEHb CHTYaTHBHO TPEBOXHOCTH, HHTE/LIEKT coxpaneH. Kor-
HUTHBHBIX HapyIlUeHH#H HeT. MyXd9HHa BRICOKOIO pocTa, C
NOCTATOYHO Pa3BHTHIM MbILIEYHRIM KopceToM. [lepudepuae-
cKHTe THMGOY3INEl He MANLITHPYIOTCA. 3¢B CIIOKOHAIHA, A3BIK Y
KOPHS OG/IOXEH JKENTOBATRIM HAJIETOM. 3arap Ha OTKPRITRIX
Y9aCTKaX KOXH CNETKMM JIHMOHHO-XKETHIM OTTeHKOM. Jler-
Kas HKTepHIHOCTb cKiiep. [leueHs He nanbnHpyeTcs, XKHBOT
NpH MansNalKH, B TOM 9HCIE B TOYKE XKEMIHOIO ITy3nIp4,
6e3bonesHeHHsIH. UepenHOMO3roBale HEPBH: 06OHAHHE CO-
XpaHeHO, OCTPOTA 3pEHHs COXPaHeHa, HO MY)KTHHA HCIILITHI-
BaET CIOXKHOCTH MPH YTEHHH TEKCTa NPH ORICTPOM MepeBoge
B30pa ¢ 61H3KOPacoNOKeHHOIO TEKCTa Ha OTAANCHHEIH B Te-
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4eHHe HECKOJIbKHX MHHYT (MHOTOHHYECKHH QeHOMeH cna3-
Ma aKKCOMOJALHH); ¢1a60MoNoKHTe1bHbIH MHOTOHHIECKHUI
cumirroM Ipedde H cnabocTs KOHBEPreHLHH, YMEHBILAIOILH-
€CA ITPH NOBTOPHBIX JABHXCHHAX I11a3aMH; YYBCTBHTE/ILHOCTS
Ha JHLE COXPaHeHa, MHMHIECKaR MyCKY/IaTypa CHMMETPHY-
Ha; CITyX COXpaHeH; IMOTOYHRIH peduIeKC HECKOIBKO YCHIIEH
¢ 0o0eHx CTOPOH (MHOTOHHYECKAsA peakllHa); TPaH3IHTOpPHOE
3aTpyAHEHHE NPH Hauase pedH OpH GLICTPOH ee HHHLHAUHH
nocne rnepuoia Mona4aHmudA, o6ycIOBIEHHOTO 3HAKOMCTBOM
BpaYa C MpenOCTaRICHHOR MEIHUHHCKOA JOKYMEHTaLHeH.
JlBurarensHas cdepa: nape3oB HeT; peuieKChl yMEpEHHhIE C
BEPXHHX H HHXKHHX KOHEYHOCTeH 6e3 aCHMMETPHH CTOPOH;
aTIETHYECKHH THN TENOCNOKEHHA, XOTS MYXIHHA HE 3aHH-
MaeTcA CNOPTOM; APKHHA MEepKYTOpHhle MHOTOHHUeCKHe (e-
HOMEHBI «POJHK/BANIHK» € MBI [UIEYEBOTO MOACA, MEILI
CNHHBI, MBILIL MPEAIUIEYHH, MEHee BHIPOKEHHBIE C MBILILL
HIDKHHX XOHe4HOCTeH, ¢ obeHx cTopoH, 6e3 oTdeTnHBOH
aCHMMETPHH; MONOXMTEIbHEIH NEPKYTOPHRI MHOTOHHYE-
ckuit deHomeH ¢ m. thenari ¢ ofeux cTOpoH; Tyno# yron
ThUIbHOTO crHbaHHA KHCTeH ¢ o6eHx cTopoH (He MeHee 170
rpagycoB), XapakTepHRIA 118 BPOXUIECHHOH MHOTOHHH. B
no3e PomGepra ycroitans. KoopaHHaTOpHBIX HapylleHHi
TIpH NaJIbLEHOCOBOH H KOIEHHONMATOYHOH Npobax He BRIABIIE-
HO. TpyAHOCTH NPH CTOHKE Ha NATKAX H3-32 MHOTOHHYECKOTO
(eHOMEHa ¢ MBILILL ThUIA CTOTI, C 06EHX CTOPOH, C ABJIEHHAMH
Herpy6o# nocTpyanbHo# HeycTofanBocTH. HeycToirumsocTs
C PHCKOM [1aJICHHA MPH MOMKITK2X GBICTPOH CMEHBI TPaekTo-
PHH xonb6bl. PacCTPOHCTB YyBCTBHTENBHOCTH HE BRIABIEHO.
Ta3soBbix HapyuleHH# HeT. MeHHHTeaIbHBIX 3HAKOB HET.

C yqeToM xano6, JaHHRIX aHaMHEe3a, BhISBAEHHRIX IPH
HEBPOJIOrHIECKOM OCMOTPE KIHHHYECKHX H TNepKYTOPHBIX
MHOTOHHIECKHX GEHOMEHOB, BIIEPBhIC BHICTARNEH KIHHHYE-
ckHi auardo3: G71.1 BpoxaeHHas MHOTOHHA, ceMeliHas
¢opMa, ayTOCOMHO-ROMHHAHTHBIA THI HAC/ENOBAHHA, Mel-
JIEHHO MPOTPESHEHTHLIA THN TEUCHHA, NeHEepaH30BaHHLIE
MHOTOHHIECKHE HEHOMEHHB! CDefIHEH CTENeHH TIKECTH, Ha-
PYILLEHHE MOCTYpPansHOH YCTOHYHBOCTH, HapylIEHHE JIOKO-
MOTOpDHEIX (QYHKUHH, POHXOMATHA, CHHAPOM ANHO3/THIION-
HO3 CHa.

Maumenty pexoMennoBano noobcnenosanue, BKIOYaA
HIONLIATYIO IEKTPOMHOIPAHIO C AENBTOBUAHKIX H Tparne-
LUHEBHAHBIX MBIUL C 06eHX CTOPOH, aHaNH3 KPOBH Ha Kpe-
THHochormHasy (K®K), naxraramermaporenesy (JIAT),
6unupy6un, anarataMuHoTpancepasy (AnAT) u acnaprar-
aernaporeHasy (AcAT), xapaHOpecHHpaTopHBIA MOHHTO-
PHHT HOYHOTO CHA, MOHHTOPHHI 3/I€KTPOKApAHOrpadHH Mo
Xosrrepy (XM 3KIT), axokapauorpaduio (IxoKI), koHcyns-
TaUHI0 HEHPOO(TANBMONIOrA H MOJEKY/IAPHO-FeHETHYECKoE
HcenenobanHe MyTaumi rena CLCN1 ¢ nenbio nnddeperiu-
AILHOH AHArHOCTHKH MHOTOHHH ToMceHa u MHoTOHHH Bex-
KEpa, a TaKKe MOJEKYNIPHO-TCHETHYECKOE HCCIEN0BaHHE
myTausu reia UGT1A1 ¢ uenbio HCKII0YeHHs CONYTCTBYIO-
IeA ceMefHOH nobpoKaiecTBEeHHOR rHnepSuNHpyGHHEMUN
€ Y4€TOM OaHHKIX OCMOTpa MAlHEHTa H YTOYHEHMA CeMei-
HOro aHamHe3a (CO C/IOB MalHEHTa M0 MATEPHHCKON THHUH
Hac/enyercs 0cofeHHOCT: LUBETA KOXH M )KeTdeKaMeHHas
Gone3ub). Kpome Toro, naun pexomengauuy mno aoobcaeno-
BaHHIO POACTBEHHHKOB naumMeHTa (mpobanaa) 1 U 2 auBHH
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poacCTBa, B NepBYIO 04€pelb — chiHOBeH npobanaa. [Naunenty
Pa3bACHEHO, YTO MOJIEKYIAPHO-TEHETHYECKOE HCCIEN0BAHHE
He BXOAHT B MpPOrpaMMy roCyAapcTBeHHBIX rapaHTHH. On-
HAKO MYXCIHHA MPHHSUI PellleHHE NMPOBECTH BECh PEKOMEH-
[OBaHHKIA IUTAH AHArHOCTHKH MOCNe MPOBEACHHA MONEKY-
NAPHO-TEHETHIECKOTO HCCienoBaHHsA 06pa3uoB cBoer THK
u JHK cBoHX ChIHOBEH 3a cdeT ceMeiHOro Gromkera, 4TO
6bUT0 BHINMONHEHO Ha Gase LleHTpa MEOHLMHCKOH NCHETHKH
(r. MockBa) B TedeHHe 2-x MECALEB C AaThl IEPBHIHOH KOH-
cynstauuu npobanna 8 HL[ YK. Bo Bcex cay4aax 6su1 Briep-
Bhl€ MOJIEKY/INPHO-MeHETHIECKH MOATBEPXKIEH KIHHHIECKHA
[IHarHO3 BPOXKAEHHOH MHOTOHHH, IHATHO3 COMYTCTBYIOWIENO
cuHapoma Xunb6epa 61 HekmtoueH. [locne uero sninonne-
HO KOMILIEKCHOE N006CNeN0BaHHE IR YTOYHEHHA TDKECTH
BPOXICHHOH MHOTOHHH, NALHEHT MOBTOPHO MPOKOHCY/LTH-
poeaH HesposnoroM HL VK, akTHBHO mpHrnamexsl Ha KOH-
CyIbTaLHIO H OCMOTDEHE! CHIHOBbA MalUHEHTa, Y KOTOPHIX
TAKOKE BLIABJIEHB KTHHHIECKHE, TEPKYTOPHEIE H 3EKTPOMH-
orpapuyeckHe MHOTOHHIECKHE HEHOMEHHL.

B pesynsrare nauxeHTy (npo6anmy) B 42 roqa Bnepahie
BBICTABJIEH 3aK/IIOYHTENbHEIH KIHHHUecKHH ararHo3: G71.1
BpoxaeHHaa MHOTOHHA, ceMeiiHad ¢opMa, ayTOCOMHO-A0-
MHHaHTHHIH THII Haclef0BAaHHA, BApHaHT ncepno-bexxepa
(reMH3HroTHBIH HocHTenb MyTauuit rena CLCNI1 - my-
taunH R304S (c.912A>C) B 8 3i30He H MyraunH G411C
(c.1231G>T) B 11 3K30He), MeIEHHO NMPOTPEAHEHTHRIA
THI1 TEYEHHA, NeHEPAIH30BAHHAIA MHOTOHHIECKHHA CHHAPOM
2 CTeneHH TOKECTH ¢ MHOTOHHYECKOH OH3apTPHEH, MHOTO~
HHYECKHM CMIa3MOM aKKOMOJALHH, HapyILEHHEM MOCTYPallb-
HOH YCTOHYHBOCTH, HapylllEeHHEM JIOKOMOTOPHRIX GYHKIMHA,
MHOTOHHYECKOH POHXOIATHEH, OCNOXHEHHOH CHHAPOMOM
06CTPYKTHBHOTO amHO3/THIONHO3 CHA | CTENeHH TDKECTH
€ eAMHHYHARIMH 3MH30JaMH HOYHOH CHHYCOBOH apHTMHH BO
BpeMs PECITHPATOPHBIX COOLITHHA H CHIDKEHHEM LMPKATHOTO
pHTMa cepaua BO BpeMsa cHa. BpoxaeHHKA NOpOK pa3BHTHA
Cepala: TPEXCTBOPYATH CHOPMHPOBAHHEIH, GYHKLHOHH-
PYIOUHH 1By XCTBOpYATBIH a0pTaNbHBIH KianaH, ¢ YIUIOTHE-
HHEM CTBOPOK aOPTa/IbHOIO K/IaNaHa H Ha4asbHbIM HX KATb-
UHHO30M. AOpTanbHas HELOCTAaTOYHOCTHL 1 cT. YMepeHHoe
pacLIHPEeHHE KOPHSA aOpTEL.

CrapiueMy chiHy mpo6atza B 20 net Bnepsble BRABIEH
KIHHHYeCKHA auarno3: G71.1 BpoxaeHHas MHOTOHHMA, ce-
MefiHan (opMa, ayTOCOMHO-AOMHHAHTHLIH THN HAac/AeAOBa-
HHA, BapHaHT ToMceHa (reTepO3HNOTHEIH HOCHTENb MYTaLHH
R304S (c.912A>C) B 8 3k30He rena CLCN1), renepanuzo-
BaHHbIH MHOTOHHYIECKHH CHHAPOM 2 CTENEHH TAKECTH C MH-
OTOHHYECKHM CNa3MOM aKKOMOJALMH, C BOBJIEUCHHEM CKe-
JIETHOH MYCKynaTyphl, MHMHYECKOH MYCKYNaTyphl, MBIIIIL
BEPXHHX OTIE0B IBIXAaTENbHOTO TPaKTa (MHOTOHHYECKAS
POHXOMATHA, OCNOXHEHHAA CHHAPOMOM aNHO3/THIIONHO3
CHa | CTEMEHH THKECTH C YMEPEHHO BRIPAXKEHHOH TPaH3H-
TOPHOX IMIIOKCEMHEH H HapyIlICHHEM CEPAEYHONO PHTMA BO
BPEMA PECMIMPATOPHBIX 3MH30Q0B), MHOKApAa (HapyLIeHHe
CEpAEYHOr0 PHTMa H MPOBOAHMOCTH — BHYTPHITPEACEPAHAA
6noxana Bpaxmana 1 cT., CHIXKeHHE LIMPKAIHOTO HHAEKca,
MPEAYTPEHHAR HAMKEMYROUKOBA TAXHKAPAHA, CHHOPOM
NpeXIeBPEMEHHOR PEMONAPH3IALHH JKETYNOYKOB, MHTPATIh-
Hafd H TPHKYCMHAANbHAA perypruTauns 1 crenexs).
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Mnagmemy cuny npo6anaa B 17 jieT BriepBhie BLICTaB-
NeH KWIHHHYECKHH aHarHo3: G71.1 BpoxkaeHHas MHOTOHHSA,
ceMeiiHas ¢opMa, ayTOCOMHO-JOMHHAHTHBIH THN HACJIERO-
BaHHA, BapHaHT ToMceHa (reTepo3HIOTHLIH HOCHTENb MYTa-
uHH R3048S (c.912A>C) B 8 3k30He rena CLCN1), reHepanu-
30BAHHBIA MHOTOHHYECKHH CHHIPOM | CTENeHH TRXKECTH ¢
MPCHMYILE CTBEHHBIM BOBNIEYEHHEM CKEJIETHON MYCKYNaTYPbl
(c runeprpodHeli MuIIL NnedeBOro nosca, Geaep, XHBoTa),
C BOBJICYCHHECM MHOKApAa (HapylleHHe CepAeYHOTO PHTMA,
MHTpalbHas H TPHKYCMHIaNbHaA perypruTauss | cTeneHH).

B HacTosee BpeMA BCe BhIARICHHBIE MALMEHTH CO-
CTOAT Ha JHCMIAHCEPHOM HalNIONEHHH Y HEBpoJora, NaHbl
PEKOMEHIAUNH 110 PaUHOHAILHOMY BhIGODY QHIHUECKHX H
CMOPTHBHRIX Harpy3oK, palHoHanbHOMY BniGopy mpodec-
CHH, NPOQHNAKTHKE NOTEHLHANLHO (aTabLHOO OCIOMKHE-
HHA OOleH aHecTe3HH (INOKAYECTBEHHOH THNEPTEPMHH) B
Cryqae NMpOoBENEeHHA MIAHOBBIX WIH JKCTPEHHLIX OMepaTHB-
HBIX BMEIUATE/ILCTB, BICPBLIE BRLABJICHE! MPOTHBONOKA3AHHA
K cmykbe B pAax BOOpPY»KeHHBIX CH1 CHIHOBbAM npobaxna.

IoBTOpHO NAaHKW PEKOMEHAALHH NO A00bCneNoBaHHIO
9IeHOB PONOCIOBHOH, BKloYas cubca (crapwero Gpara
npobaHia) H ero gereH, oTua K AaneH npoGanga, oqHAKO A0
HACTOAILETO BPEMEHH MOJIEKYIRPHO-TEHETHYECKOE HCCIen0-
BAHHE He MPOBEAEHO B CBA3H ¢ TeM, yro JIHK-nnarvocTnxa
HE BXOOHMT B MPOrpaMMy rOCTapaHTHiH, a BLIMOJHEHHE HC-
cnenoBaHHA 3a cyeT OlomkeTa CEMbH TNPHHHMAKOT He BCE
TIALMEHThl H HX POACTBEHHHKH. CllenyeT OTMETHTB, YTO Wie-
HH po#OCNOBHOH npofanna, BXoAAUIHE B TPYNTy PHCKa No
BPOXIEHHOH MHOTOHHH, He 06pallATHCh H Ha ITHHHYECKHHA
OCMOTD A1 YTOYHEHHA HANMHYHA H CTENEHH BRIPAXEHHOCTH
MHOTOHHYECKOIO CHHIPOMA, YTO 3aKOHOAATE/NBHO SABJIACTCH
[paBOM 4eJI0BEKa 3HATh HIH He 3HATh 00 HMEIOLEMCA Y HETo
HacneAcTBeHHoM 3abonesanuu. OnHAKO, HECOMHEHHO, BhbI-
3BIBAET TPEBOFY Y Jiedamero Bpaya Hesponora HI| VK.

3axniousHne

[ToMHHTE KANPH3HYIO NPHHLIECCY i3 BOMUEGHOH CKalkn
"12 mecsuen" Eprenns [lIsapua, kotopas He xoTena yuuThCA H
HE 3Hana, r7e NOCTABHTL 3aNATYH0 B Ppase «Ka3HHTL Hebas no-
MH0BaTE»? OT €€ peleHHA 3aBHCEeNA XH3Hb APYTHX TOeH.

3710 3aanHe BLIIBANO 3ATPYAHEHHE H Y repos oTede-
CTBEHHOrO MynbTHIbMA «B CTpaHe HeBRIYHEHHKIX YPOKOB»
Butu lepecTyknHa, KOTOPHIH He MOGH YYHTL YPOKH H 1o-
Nan B CTPaHY He BRIYYEHHBIX YPOKOB, NOJIHYIO MPHIUTIOYE HHRA
H onacHocTei. OT TOro, MPaBWILHO JIH OH ITO COENAET, 3a-
BHCENIa HH MHOTO HH Mano ero co6CTBEHHAN XKH3Hb.

OueHb mno3HaBaTe/lbHBIE H MONHHE (uI0cOpCKOro
cMbica ckaski! Tak H B )KH3HH 4YeNOBeK caM BHIOHpaer, Kak
€MY XHTb H 4TO Jenath. Kak nevalinii Bpay, Tak H falHeHT,
HECYT OTBETCTBEHHOCTH 33 CBOH PEIUEHHA, B TOM SHC/E KAX-
Ol B Mpape pellarh, rI€ MOCTABHTL 3aMATYI0 B TAKOH H3-
BECTHOH H J0cCesNe 3araloyHoM AHieMMe AHarHOCTHYECKOTO
MEHEIKMEHTA BPOXKICHHOH MHOTOHHH. B
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