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MbiweyHas guctpodusa NroweHHa (MA[) — 3abonesaHue ¢ X-CLienieHHbIM PeLeCCUBHBIM TUMOM Hacne[JoBaHNA, OTHOCALLEeCA K rpynrne 3a-
6051€BaHNI C NePBMNYHBIM NMOPaXKEHVEM MbILLL], 0OYC/IOBIIEHHOE NaToreHHbIMK BapraHTamu B reHe DMD 1 cBsAizaHHOe ¢ ancdyHKUmen benka
anctpoduHa. Mockonbky MO npoABnAeTca NocTeneHHbIM PasBUTUEM MPOrpPeccrpyoLel NPerMyLLeCTBEHHO MPOKCMMaIbHON MbILLEYHO
cnaboctu, To AnddepeHLManbHbIii AnarHo3 B NepByto oyepeAb NMPOBOANTCA B rpyrne MMONaTuin: HacNeiCTBEHHO OOYCIIOBNIEHHbIX (KOHeY-
HOCTHO-TOACHbIE MbiLUEYHble ANCTPOPMU, NINLIE-NONAaTOYHO-TIeYeBad MUOAVNCTPOPIA, BPOXKAEHHbIE MbILLIEYHbIe JUCTPODUN, IIINKOreHO3bl —
Hambonee yacTo oBeHWIbHaA popma rrKoreHosa Il Tuna) 1, 3HauUTENbHO peXxe, BPOXKAEHHDBIX CTPYKTYPHBIX MUONATWI 1 APYrMX GOPM HEpPB-
HO-MbILLEYHbIX 3abonesaHuii. Mpu NnposefeHn AuddepeHUManbHOro ArarHosa y pebérka ¢ nogospeHem Ha MA/J TwaTtenbHO aHanusupy-
l0TCA BO3PaCT Hayana 3abonieBaHuWA, paHHKe HavasibHble KNMHNYECKre MPOABIEHNA U Pa3BUTUE CUMMTOMATVIKU MO Mepe pPocTa, KIIMHUKO-Te-
HeanornyecKknin cTaTyc, pesynbTaTbl 1abopaTopHbIX (ypoBeHb KpeaTHGOCPOKMHA3bI, acnapTaT- U anaHrHaMnHoTpaHcdepasbl B CbIBOPOTKE
KPOBMU), MHCTPYMEHTasIbHbIX (3neKTpomrorpadus, MarHUTHO-Pe30HaHCHaA TOMOrpadusA roIOBHOrO MO3ra 1 MbilUL) Y MONeKyNAPHO-TeHeTu-
yeckmx (nonmmepasHas LienHasa peakuua, MybTUnneKcHaa amnanerKaLysa IMrMpoBaHHbIX MPo6, CeKBEHUPOBaHWE HOBOTO MOKOJIEHWS, METOA,
NPAMOro aBTOMaTUYeCKOro cekBeHnpoBaHuA no CaHrepy v Ap.) ccnefoBaHni, a B pAae Cilyyaes v AaHHble 61oMncum MbiliL,. 3HaHVe HIDaHCOB
AnddepeHLManbHOro AnarHo3a no3BosiAeT yCTaHOBUTb reHeTuyeckuii anarto3 M makcrmanbHO paHo, YTo Ype3BblyaiiHO BaXKHO And $op-
MVPOBaHMA NPOrHo3a 3aboneBaHnA 1 NPOBeAEHNA eYeHNs, B TOM YMCIIe NaTOreHeTUYECKOro, a TakxKe HeOOXOANMO /1A MeANKo-TeHeTnYe-
CKOro KOHCYNbTMPOBaHUA cemelt nayneHTos ¢ MAA.
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Differential diagnosis of Duchenne muscular dystrophy
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Duchenne muscular dystrophy (DMD) is a disease with an X-linked recessive type of inheritance, belonging to a group of disorders with
primary muscle damage, caused by pathogenic variants in the DMD gene and associated with dysfunction of the dystrophin protein. Since
DMD is manifested by the gradual development of progressive, mainly proximal muscle weakness, the differential diagnosis is primarily carried
out in the group of diseases with muscle damage — myopathies. Among these diseases, the leading candidates for differential diagnosis are
hereditary myopathies (limb-girdle muscular dystrophies, facioscapulohumeral dystrophy, congenital muscular dystrophies, glycogenoses —
the most common juvenile form of glycogenosis type Il (Pompe disease)) and, much less often, congenital myopathies and other conditions
of neuromuscular diseases). When conducting a differential diagnosis in a child with suspected DMD, the age of the onset of the disease,
early initial clinical manifestations and the development of symptoms as they grow, genealogical analysis, laboratory tests (the level of
creatine kinase, aspartate aminotransferase, alanine aminotransferase in blood serum), instrumental (electromyography, magnetic resonance
imaging of the brain and muscles) and molecular genetics (polymerase chain reaction, multiplex ligation-dependent probe amplification,
next-generation sequencing, Sanger sequencing, etc.) of studies, and in some cases, muscle biopsy data. Knowledge of the nuances of the
differential diagnosis allows establishing a genetic diagnosis of DMD as early as possible, which is extremely important for the formation of the
prognosis of the disease and the implementation of all available treatment methods, including pathogenetic therapy, and is also necessary for
medical and genetic counselling of families with DMD patients.

Keywords: Duchenne muscular dystrophy; DMD gene; dystrophin; proximal muscle weakness; differential diagnosis; limb-girdle muscular dystrophy
For citation: Kurenkov A.L., Kuzenkova L.M., Pak L.A., Bursagova B.l., Podkletnova T.V., Kondakova O.B., Lyalina A.A., Grebenkin D.l., Pushkov

A.A., Davydova lu.l,, Savostyanov K.V. Differential diagnosis of Duchenne muscular dystrophy. Nevrologicheskiy Zhurnal imeni L.O. Badalyana
(L.O. Badalyan Neurological Journal). (In Russ.) 2021; 2(3): 159-166. https://doi.org/10.46563/2686-8997-2021-2-3-159-166

For correspondence: Alexey L. Kurenkov, MD, PhD, DSci., head of the laboratory of nervous diseases of the Center of child psychoneurology,
National Medical Research Center of Children’s Health of the Russian Federation Ministry of Healthcare. E-mail: alkurenkov@gmail.com

Information about authors:
Kurenkov A.L., https://orcid.org/0000-0002-7269-9100

Kuzenkova L.M.,
Pak L.A.,
Bursagova B.I.,
PodkletnovaT.V.,
Kondakova O.B.,
Lyalina A.A.,
Grebenkin D.I.,
Pushkov A.A.,
Davydova lu.l,,
Savostyanov K.V.,

Contribution:
Kurenkov A.L.
Kuzenkova L.M.
Pak L.A.
Bursagova B.I.
Podkletnova T.V.
Kondakova O.B.
Lyalina A.A.
Grebenkin D.I.
Pushkov A.A.
Davydova lu.l.
Savostyanov K.V.
All co-authors

https://orcid.org/0000-0002-9562-3774
https://orcid.org/0000-0003-1346-1351
https://orcid.org/0000-0001-8506-2064
https://orcid.org/0000-0001-6415-156X
https://orcid.org/0000-0002-6316-9992
https://orcid.org/0000-0001-5657-7851
https://orcid.org/0000-0002-0551-5869
https://orcid.org/0000-0001-6648-2063
https://orcid.org/0000-0001-5978-854X
https://orcid.org/0000-0003-4885-4171

concept and design of the study, writing the text, editing.

concept and design of the study.
editing

writing the text.

writing the text.

concept and design of the study, writing the text.

editing.
editing.
editing.
editing.
writing the text.

integrity of all parts of the manuscript and approval of its final version.

Acknowledgements. The study had no sponsorship.

Conflict of interest. The authors declare no conflict of interest.

Received: August 13,2021
Accepted: August 18,2021
Published: September 30, 2021

Mpimeunast aucrpodus domenna (M) (OMIM
310200) — 3aboseBaHMEe, OTHOCSIIEECS K TpyIIe 3a00Jie-
BaHMI C TIEPBUYHBIM MOPAaKEHUEM MBIIIIL, O0YCIOBIICH-
Hoe MyTalusiMu B reHe DMD u cBsI3aHHOE C MaToJoTuei
oenka guctpoduHa [1]. ABasercst Haubosee pacnpocTpa-
HEHHOI (hOPMOIi MBIIIIEYHON AUCTPODUN B TETCKOM BO3-
pacTe ¢ mpenoJiaraeMoii yactoroi 1 cirydaii Ha 3500—6000
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KUBOPOXIEHHBIX MaJIbYMKOB U OOILIEH pacripoCTpaHEH-
HocThIo 4,78 ciydaeB Ha 100 ThIC. MYy>KYUH BO BCEM MUpPE
[2]. M B TUITMYHBIX CAyYassX XapaKTepu3yeTcs SpKUMU
KIMHUYECKUMM TIPOSBICHUSIMU C PA3BUTHUEM ITPOTPECCH-
pYIOIIei MpenMyIIeCTBEHHO TTPOKCUMATBHOMN MBIIIICUHOM
CJ1a00CTH, YTO YACTO COITPOBOKIACTCS 3aIePKKOI peIeBO-
IO Pa3BUTHS M HAPYIIEHUSIMU (hOPMUPOBAHUSI KOTHUTHB-
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HBIX ¢yHKOU [3]. 3aboneBanne MMeeT X-CIEIUICHHBIN
PELIECCUBHBIN TUIT HACICIOBAHMS, TTIO3TOMY B OCHOBHOM
0oJ1eI0T MaJIbuuKH [4].

Brigenstor xapakTepHbIe OBUTATEIbHBIC HAPYIICHUS
y nauueHToB ¢ ML [5]:

* HapyIIEeHMS XOIbOBI — XOIK0a Ha IIBIITOYKAX C TUIIeP-
JIOPIO30M, C XapaKTePHBIM «II€peBaIMBaHUEM» C HOI'M Ha
HOTY;

* HEYKJIFOXKECTh U YaCThIC ITaleHN,

* TPYIHOCTH IIPU TTOABEME BBEPX I10 JICCTHUIIE,

* cuMIIToMBI ['oBepca Ipy BCTaBaHUM;

* IICEBOOTUIEPTPODUST MKPOHOXKXHBIX MBIIIIIIL;

* OpIcTpOe (popMUpPOBaHUE KOHTPAKTYP TOJICHOCTOII-
HBIX CYCTaBOB;

* HEBO3MOXHOCTb IIPBITaTh;

* CHIDKEHME BRIHOCIIMBOCTH,

* 3a/1ep>kKKa MOTOPHOTO Pa3BUTHS;

* YXyILIeHUE KOHTPOJIS ITOJI0XEHUSI TOIOBHI,

* MBIIICYHAS TUIIOTOHUS;

* IIOTepsI ABUTATECIHHBIX HABBIKOB;

* MBIIICYHBIC OOJIN U KPaMITH.

JleOrT aBuratebHbIX HapyiueHuit ipu MJ1J oObdHO
OTMEYaeTcsI B AMara3oHe OT 2 110 5 JIeT, a 10 3TOro BpeMEeH!
peOCHOK MOXKET pa3BUBAThCS, KAK 1 €TO 3MOPOBbIE CBEPCTHH-
k1 [3]. OmHako y psiza IMalreHTOB OTMEYaeTCsl 3aepKKa MO-
TOPHOT'O Pa3BUTHS — IT03Ke HAYMHAIOT IePXKATh TOJIOBY WA
MMEIOT C1a0yIo 1IE0, CAMOCTOSITEIbHO HEe XOIT 10 15 Mmec,
HE YMEIOT MphITaTh, IJIOX0 OeratoT. [Ipu mosBieHUM MbI-
11IeYHOM ¢cJ1ab0CTH y peOeHKa BaXKHO 00palliaTh BHUMaHUE Ha
e€ pacnpezenenue, T.K. 11 MIJL XxapakTepHa CUMMETPHUY-
Hasl, OoJIbllIe TMPOKCUMAJIbHAS, YeM JUCTajbHasl, CJIab0CTh,
¢ OOJTBIIIM CTPAagaHMUEM MBIIIIIT HOT, YeM PYK, C MAaKCUMaJIb-
HBIM BOBJICUCHMEM TTPUBOISIINX MBIIIIL OEIE.

I1pu MJ/1JI Hen30exXHO mopaxkeHue cepiala, U 4yacTo-
Ta KapAMOMMOTIaTUN HEYKJIOHHO BO3pPacTaeT K IOIPOCT-
KOBOMY Bospacty [6, 7]. [IpuMepHO y TpeTH MalMEHTOB
KapauoMHOMaTHusl pa3BUBaeTcs K Bo3pacTy 14 ner, y 1mo-
JIoBUHBI — K 18 rogam u rmoutu B 100% mopaxkeHune cepaia
HabmomaeTcs nocie 18 er. OmHaKo OONBITMHCTBO MallK-
€HTOB OCTAalOTCSI CBOOOMHBIMU OT CEPIEYHO-COCYIUCTOM
CHMIITOMATHKM JIO TIO3THETO Ieproia 3a00JIeBaHMS, BEPO-
SITHO, M3-3a UX HECIOCOOHOCTHU K (PU3MYECKOIi Harpyske,
YTO MOXKET MAaCKMPOBATh CEPACIHBIC CUMITTOMBI. Ha mmo3m-
HUX CTamusIX 3a00JIeBaHMSI MOTYT Pa3BUTBLCS 3acTOITHAsI
cepriedyHast HeIOCTaTOYHOCTD U HapyIIEHUs pUTMa Ceplia.

Ho Taxxe ning MO TUIIMYHO HAJIMYKME HEMOTOPHBIX
CHMIITOMOB, KOTOpBIE MOTYT TOSIBJIITHCSI Iaxke paHBIIe
JIBUTATEIbHBIX HapylleHuil. YacTo UMEHHO ¢ 3alepKKOoit
PEYEeBOTO Pa3BUTHSI, TIPOOIEMaMU C IIPOU3HOIIICHUEM, T10-
BeeHYECKMMU HapylieHusMu getu ¢ M1 cHavana mo-
MMaJaloT Ha TIPUEM K MeIuaTpy WU JIOTOTIEeIy, a YXKe IIOTOM
1 MO3JIHEE K HEBPOJIOTY.

XapakTepHble HeMOTOpHbIe cumiitoMbl M [5]:

* 3ameprKKa peun;

* HapyIICHUS apTUKYJISILINN;

* TIOBEICHUYCCKHE IPOOIEMBI;

* 3amepkKa (GOpMUPOBAHUS KOTHUTUBHBIX (DYHKITUIA;
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* HapylIeHUsI OOyYeHUS U yAep>KaHUS BHUMaHUS.

OmHako Mpy HAJTMIMU TUITMYHBIX KIMHUYECKUX IIPO-
sapineHuir M/ cpenHee BpeMsi, TIpOXOMIsilee ¢ MOMEHTa
BO3HUKHOBEHUSI 3200JIeBaHUS (TIEPBBIX CUMIITOMOB) JIO T10-
CTAaHOBKU IMAarHo3a, KojiedeTcs B auamnasone 1,6—2,5 rona
[5, 8]. 3arpynHeHUs Tpu TTEPBUYHON TTOCTAHOBKE TMATHO3a
MJI/I cBsI3aHbBI C HECKOJIBKUMU OOCTOSITEIbCTBAMMU:

1) HaMuMe Tak HAa3bIBAEMOI'0 CBETJIOTO IIPOMEXKYTKA,
Korja peOeHOK pa3BUBACTCSI B COOTBETCTBMHU C BO3PACTHOM
HOPMOI1, a IepBbIe paHHUE O0BEKTUBHBIE CUMIITOMBI MO-
TYT He OOHapyKMUBATbCS MTPUMEPHO 10 Bo3pacta 2,0—2,5
roaa;

2) OTCYTCTBME TTOJIOKUTEILHOTO CEMEMHOTO aHAMHe-
3a — NpUOIM3UTEIBHO TpeTh ciydaeB M1/l oOGycnoBieHa
CIIOHTAHHOI MyTalMeil (MyTamus de novo);

3) HET HACTOPOXKEHHOCTU CPpear METUITMHCKUX padboT-
HUKOB (HE CTICIIMAIMCTOB IT0 HEPBHO-MBIIICUHO MaTOJIO0-
ruu) K aguarHoctuke M/IJI, T.K. 3To 3aboeBaHUE BCTPE-
YaeTcsl JOCTATOYHO PEAKO, U 3a CBOIO ITPOdECCHOHAIBHYIO
NEeATeIbHOCTh UM TIPEIOCTABISIETCS MaJIO BO3MOXKHOCTEM
IUIST HAOTIOACHMST 32 TAKUMU TTAallIEHTAMM;

4) pomutean OOBIMHO He OOpalaloT BHUMaHHUE Ha
paHHUE TIPU3HAKW MBIIICYHON CJIA00CTM M OTCTaBaHMUS
B IBUTATEILHOM Pa3BUTHH, a CITMCHIBAIOT 3TO Ha MHANBU-
JlyajdbHbIe 0OCOOEHHOCTU peOEHKaA.

Y10 Xe MOKHO HACTOPOXWTH MeauaTpa WIIM Bpada
o0IIIeil MpPaKTUKKM U 3acTaBUTH 3aaymaTbest o MIJI? Bo-
MEePBBIX, €CU Y 3I0POBOTO MajbyMKa HAYMHAIOT OIIpe-
NIEeNSThCS HapYIICHUST OBUTATEIbHBIX (DYHKIWI C TIpH-
3HaKaMU TIPOKCUMAJIbHOM MBIIIEYHOM c1abocTu — pede-
HOK HE TIPBITaeT, IJIOXO OeraeT, ¢ TPYyIOM IOTHUMACTCS
10 JIECTHHIIE, HEOOBIYHO BCTAET C I10J1a 1 Ap. Bo-BTOPHIX,
BBISIBJICHHE 3HAUMUTEJIBHOTO IIOBBIIICHUS YPOBHS Kpea-
truHochokuHazbl (KDPK) B chIBOpOTKE KPOBH B paMKax
PYTUHHOTO 00cCiemoBaHUs. B-TpeTbux, HalIudue MOBBI-
IIEHHOTO YPOBHS (DEPMEHTOB IIEYEHU B CHIBOPOTKE KPOBH,
BKJtouas acraprat- (ACT) u amaHmHaMUHOTpaHChepasy
(AJIT), 6e3 4éTKUX IMPpU3HAKOB MOpaKeHUs nedeHu [3].

IIporecc mocTaHOBKM TOYHOTO IMArHO3a IPHU MOI0-
3peHuu Ha MJIJI u mnposeneHue nud@epeHLnaIbHOIO
MarHO3a MOXKET IPOXOIUTH IO HECKOIBKUM CIICHAPHSIM.
Ecnu y peGeHka nMeeTcst XapaKTEepHbIM KIIMHUYECKUI (he-
HOTHII, TUIIMYHOE pacIipefe/ieHe MBIIIEYHOU C1ab0CTH,
MPUCYTCTBYIOT JOMOJHUTEIbHBIE KINHUYECKHUE OCOOCH-
HOCTH — TIpU3HAKHU TOPaXEHUs Ceplia U ApyTre HeMbl-
IIeYHBIC CUMITOMBI (3aepKKa PeUeBOTO Pa3BUTUS, CHU-
xeHus 1Q um mp.), 3HaumMoe ToBbIIeHNe ypoBHSI KDOK
B CBIBOPOTKE KPOBU ¥ TH(OPMATUBHBIN CeMEMHBIN aHAM-
He3, To nuarHo3 M1/l He BbI3bIBA€T COMHEHUA, U 7151 €TO
MMOATBEPXKICHUST TIPOBOIMTCS MOJCKYISIPHO-TeHETUYEC-
CKO€ HCCJIeOBaH1e MO CTaHAApTHOMY ITPOTOKOY [1].

AJiropuT™M noucka myrauuii B reHe DMD nipencras-
JIIeT COo0OIl cXeMy M3 HECKOJIBKHUX ITOCIEeIOBATEIbHBIX
otanoB [9]. I[locne Beimenenus JJHK panee o6prdHO T1pO-
BOJIVJIY TIOMCK YacThIX Aesielnii B reHe DM D MeTOoIIoM T10-
JIMMepa3Hou uernHoil peakuuu. Eciu neneuns Obuia BbI-
SIBJICHA, TO TeHETUYCCKU AUATHO3 SIBIISUICS TIOATBEPKIEH-
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HeIM. Ecii yacThle nefeliny He BBISIBICHBI, TO IIPUMEHSIIOT
MYJIBTUIUICKCHYIO aMITTM(UKAIINIO JTUTUPOBAHHBIX P00
(MLPA), xotopas MO3BOJSIET UACHTUGUIINPOBATH BHI-
3bIBaIOIINE 3200JI¢BaHNE MIPOTKEHHBIC ACICIIAN WU Y-
IUIMKauy. B HacTosiee BpeMs HEKOTOpPBIE TadopaToOpuu
npoBoasatT MLPA Ha mepBom stane nuarHoctuku MJIJI.
Ecnu menennst vy AyIJIMKAILMS BBIIBICHA, TO TeHETHYC-
CKM IWArHO3 SIBJISUICS TTOATBEepKAECHHBIM. Ecim KpymHbIe
nepecTpoliiku, Bei3biBaroiue MJIJI, B reHe DMD He BbI-
SIBJIEHBbI ¢ nomolbio 3tux Metogos JIHK-guarnoctuku,
TO, YUUTHIBasI 3HAUUTEIbHBIN pa3Mep reHa DM D, Heobxo-
IUMO TIPOBEIECHUE CEKBEHUPOBAHUS HOBOTO TOKOJECHUS
IUIST BBISIBJICHUST TOUKOBO# MyTaruu [10]. s aTux meneit
3a9acTyl0 HCIIOJIB3YIOTCSI  MOJIEKYISIPHO-TEeHETUICCKIE
naHeju, colepxalllue TapreTHble objiactu reHa DMD:
«HepBHO-MbIIIeUHbIE 3a00eBaHUsI», «HacmeacTBeHHbIE
MHOIIATUM» U JP., a4 TAKKE KIMHUIECKOE M ITOJTHOE CEK-
BeHUpPOBaHUE 3K30Ma. [locie BBIIBICHUS TOYKOBON My-
Tauuu B reHe DMD HeoOxoauma moATBepxKaarolast qua-
THOCTHMKA METOIOM IPSIMOTO aBTOMATUYECKOTO CEKBCHM-
poBaHus 1o CaHTepy, MOC/Ie Yero TeHeTMYeCK TUarHo3
SIBJISICTCSI TIOATBEPXKAEHHBIM.

Wnentuduxkanus crenn@uyeckoir MyTallud B TeHE
DMD xpaiiHe BaxkHa IS TOYHOM IMArHOCTUKU, IIPOrHO3a
u nedyeHus mauueHToB ¢ M. Ceronnsa B Poccum 3ape-
TUCTPUPOBAH JICKAPCTBEHHBIN MperapaT IjIs MTPOBEACHMS
[MaTOreHEeTUYECKOro JiedeHust — aTanypeH'. JledueHue aTum
nperapaToM nokaszaHo manueHtam ¢ M crapiie 2 jeT,
HaXOISIIMMCSI B aMOyJaTOPHOM CTaauu 3a00JieBaHUS,
Y KOTOPBIX MOJICKYJIIPHO-TEHETUUYECKIM METOIOM O0CIe-
MOBaHUsS BBHISIBIICHA HOHCEHC-MyTallds (3aMeHa KOIOHa,
KOJIMPYIOILIEr0o aMMHOKHUCJIOTY, Ha CTOII-KOJIOH). Takxke
obHapykeHUe crielnuIecKoil Mmytaluu B rene DMD He-
00XOIMMO TSI TCHETUYECKOTO KOHCYJIBTUPOBAHUS ceMeit
nauueHToB ¢ MII.

HecMotpst Ha TO uTO 3a0o0ieBaHUe MMmeeT X-CLemM-
JICHHOE PeIIeCCUBHOE HACJICIOBAaHNE U Y OOJIBIITMHCTBA Te-
TEPO3UTOTHBIX KEHILIMH-HOCUTE e MmyTauuu B reHe DM D
MPOTEKAIOT OECCUMIITOMHO, TIPUMEPHO Yy 2—8% 3TUX HO-
CHUTEJIbHUII pa3BUBACTCS JIETKAsl WUIM YMEPEHHO TSKEmast
nporpeccupytomass M-nmogo06Has MbllIeUyHasl IUCTPO-
¢ust, 9To TpedyeT MPOBEIECHUS BCeX Mep 10 MOHUTOPUH-
ry u jeyeHuto [11]. B penkux ciaydasx y 9TUX MalMeHTOK
KJIMHUYECKAasT CHUMIITOMATHKA MOXKET IIPOSIBISITCS MC-
KJTIOYNTEIbHO KOTHUTUBHOM MTUCHYHKIMEH W/WIN T1aTO-
Joruei cepama [12].

B mocTtaTouHO OOMBIIIOM YHMCIIE CIyd4aeB HadajJbHBIC
KJIIMHU4Yeckue TposiBieHust MJ/IJI mMoryT ObITh HE CTOJIb
SIPKUMM, U CYIIECTBYeT OOJIbIIIasi BEPOSITHOCTH JIOKHO
IMarHOCTUPOBATh APYTroe 3a00JIeBaHUE, MPOTEKAIOLIEE CO
CXOITHBIMHU CUMIITOMAaMHU.

ITockonbky MJIJI siBsieTcs 3a0o0JjieBaHUEM C TIEpBUY-
HBIM ITOPAXKEHUEM MBIIIIII, TO U AuddepeHIINaTbHBIN T1a-
THO3 B TIEPBYIO OUYepeab HEOOXOMUMO TPOBOIUTH Cpeau

"MHCTPYKLHS 110 MEIHIIMHCKOMY TIPUMEHEHHUIO JICKAPCTBEHHOTO
npenapara AtanypeH (Tpancnapna), https://grls.rosminzdrav.ru
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OOJIBIIION TPYMITBI 3a00JIEBAaHMI C TTIOPAXKEHUEM MBIIIIIL —
muonatuii [13]. Cpenu HUX OCHOBHBIMM KaHAMZATAMU
st nuddepeHIMaIbHOrO IUAarHo3a SBISIOTCS Haclem-
CTBEHHO OOYCJIOBIICHHBIE MMOTATUU: KOHEUYHOCTHO-TIO-
sicCHBIe MbIIIeuHbIe quctpodun (KITM/I), muiie-1omarod-
Ho-tureueBass muomuctpobus (JIJITIMI), BpoxknéHHBIC
MBIIIIEYHBIC TUCTPOGUH, TIUKOTeHO3bI — HanbOJIee JacTO
oBeHMIbHAsS popMa rimmkoreHo3a Il tTuma (6o1e3ub [Tom-
7e) M 3HAYUTEIBHO PeXe — BPOXIEHHBIC CTPYKTYPHBIC
MUOTATUU U Ipyrue (hopMbl C TIEPBUYHBIM MOPAKEHUEM
Mbl. Eciu uMeroTcs 4€TKkMe reHeaaornyeckre noKasa-
TEJIbCTBA ayTOCOMHO-TOMMHAHTHOIO THIIA HACIEIOBaAHMS
3a0oJjieBaHUsI, TO JIIOOyi0 M3 (opM IUCTPOPUHONATUI
MOHO JIETKO UCKJTIOUUTb.

E1€ ogHa rpynmna MuonaTuii MOXET HYKIaThCsl B TTPO-
BeeHNN IudbepeHIIMaNIbHOIO IMarHo3a — BOCIIAIUTEIIb-
HBIE TTOPAXKEHUS MBIIIILI, B TIEPBYIO OYepeIb ICPMATOMHUO3UT.

XapakTepHble OCOOEHHOCTM HECKOJBbKUX 3a00JieBa-
HU, IUISI KOTOPBIX ITpoBeacHNe TuddepeHINaIBHOM n1a-
rHoctuku ¢ MJIJI kpaiiHe BaXXHO, 00CYKIal0TCsI HUKE.

KIIM/I, HauboJjiee 61M3KMe 110 KIMHUYECKUM IIPOSIB-
neHus M K M/I/1, BKI04alOT OYe€Hb FeTEPOreHHYIO IPYIIITY
PEIKMX ayTOCOMHBIX (IOMMHAHTHBIX WJIM PEICCCUBHBIX)
HaCJIeICTBEHHBIX 3a00JI€BaHUI MBI, XapaKTepH3yio-
IIUXCS TIPOrPeCCUPYIONIeid MBIILIEUHOM TUCTPOdUEi C BbI-
SIBIIICMBIMM TIPY OMOTICUM VUIM BU3YyaJIU3alluy JereHepa-
TUBHBIMU U3MeHeHusiMU Mblii. [1pu KITM/I noBsiieHa
aktuBHOCTH KMDK B kpoBH. 3aboieBaHMEe TTOpaxaeT Ipe-
UMYILECTBEHHO Ta30BbIM U TJICYEBOMU TMOSIC, UMEET IIUPO-
KMe 3TUOJIOTHIO Y KIIMHWYECKUIA criekTp [14].

OTKpBITHE BCE OOJBIIErO YHMCIa MPUIMHHBIX T'C¢HOB
¥ IOHUMAaHME IMIUPOKOTO CIIEKTPa MAaTOMU3NOTOTUTISCKIX
MexaHu3MoB, npuBoasmux Kk KITMJI, npuseno K u3me-
HEHUIO KJIacCU(bUKAIIUM, KOTOpas BKIIOYAEeT Ha3BaHUE
OeJika, MOPaXXEHHOTO B MBIIIEYHOI KJI€TKE, U TUII Haclie-
nmoBanus [15]. Hedexrtsl, Boi3biBatone KITMI, o6Hapy-
JKMBAIOTCS B TeHAX, KOTOPBIE KOAUPYIOT IIUPOKUI CIIEKTP
OCJIKOB, YIACTBYIOIIUX B CTPYKTYPe M (DYHKITUSX MBIIICT-
HBIX BOJIOKOH, B TOM YMCJI€ CTPYKTYPHBIX OEJIKOB sIIpa,
CapKOJIEMMBI, CapKOILJIa3Mbl M BHEKJIIETOYHOI'O MaTpHKCa,
a Takke (epMeHTHI, TaKne KaK KajabrmanH-3 [16—18].

Kak mnpaBuiio, Hayajao 3a0ojeBaHUSI OTMEYaeTcs
He C TIleproaa HOBOPOXIEHHOCTU. [1pr HEKOTOPHIX TUTIAX
KIIM/I MoryT oTMe4aTbCsl OUeHb XapaKTepHble KJIMHUYEe-
CKME MPU3HAKW, HO CYILECTBYET OINPEAEIEHHOE €IUHO0-
Opasue pa3nmuHbiX Gopm. PerieccuBHBIE (DOpPMBI BCTpe-
YaloTCsd TOpa3mo dalie, 9YeM ayTOCOMHO-IOMWHAHTHBIC,
KOTOpHIE UMEIOT 00JIee TeTepPOreHHYIO KITMHUIECKYIO Kap-
TUHY, @ B HEKOTOPBIX CEMBSIX TTPOSIBIISIIOTCS 3HAYUTEIbHBIC
KJIMHUYECKHE OCOOEHHOCTH.

KIIMJ R1, cBs3anHag ¢ aeULIMTOM Kajlblau-
Ha 3 (myrauuu B reHe CAPN3, OMIM 253600), siBisier-
cg HamboJee pacHpoOCTPaHEHHOM peliecCCUBHOM (hopMoit
u cocTanisieT okojio 10% Bcex ciayuaeB KITM/. Dro 3a-
OoJieBaHME MOXKET IPOSIBISITBCS B TeUeHME 1-TO AeCSATH-
JICTUSI, COIIPOBOXIAETCS OYCHb BBICOKMM COACPKaHUEM
K®K B cBIBOpOTKE KPOBU U CJIA00CTHIO MBI TA30BOTO
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nosica U Oenep. XapaKTepHbIMU KIMHUYECKUMU TIPU-
3HaKaMU SIBJISIIOTCS paHHee (popMUpOBaHUE KOHTPAKTYP
U OTCYTCTBUE MOpaxeHus cepaua. KinHuuyeckue naH-
Hble OOBIYHO BKJIIOYAIOT XOAbOY Ha LIbINIOYKAX, TPYIHOCTU
npu Oere, KPbUIOBMUAHBIC JIOMMATKM, TIEPEBaIMBAIONIYIOCS
TIOXOIKY M HETpyObIil TUMEPIOPHo3, T.e. paHHUE OCHOB-
Hble KJIMHUWYEeCKUE TIpU3HAKU, XapakTepHble misgs M.
B psime cmyyaeB ommcaHBI JIETKas yMCTBEHHAsI OTCTAJIOCTh
¥ YBEJIMUCHUE MKPOHOXHBIX MBIIIII. JIeO0T 3TOl (DOpMBI
KIIMJI moxet HaOawogaTbCcsl B IMOAPOCTKOBOM BO3pac-
T€ WUIN Y MOJIOIBIX B3POCIIBIX, COITPOBOXKIACTCS BHICOKIM
ypoBHeM KDK B cbIBOpOTKE KPOBU.

HpyruMy  XOpOIIO OXapaKTepM30BaHHBIMU ITOATH-
namu KIIMJI sBISIIOTCSI capKOIJIMKaHOIIATUM C ayTo-
COMHO-PEILIECCUBHBIM TUIIOM HacJIeqoBaHusA (0-capKo-
riukaHonatust, KIIMJI R3, ren SGCA, OMIM 608099;
[-capkornukanonatusi, KITMI R4, ren SGCB, OMIM
604286; y-capkormukaHonatusi, KIIMI RS, ren SGCG,
OMIM 253700; d-capkornukanonatus, KITMJI R6, ren
SGCD, OMIM 601287). Kuumnudeckume 0COOEHHOCTH
BapbUPYIOTCS OT PaHHETO AETCKOTO Hayaja C TSKEIBIM
nporpeccupoBaHueM, cxogHbiM ¢ MJ/IJI, mo Gosee mo3a-
HEro Hauaja ¢ 0ojiee MEIJICHHBIM IIPOTPECCHPOBAHUEM.
OOBIYHO HAOJIOMACTCS TICEBOOTUNIEPTPODHUSI MKPOHOX-
HBIX MBIIII, HO KPBUIOBUAHBIC JOMATKU, KaK IIPaBUIIO,
6osnee BoIpaxkeHbl, ueM Inpu MJIJI. [lopaxeHue cepaua
SIBIISIETCST OoJiee BaprabeIbHBIM, HO, KaK IIPaBWIO, MEHEe
TSDKEJIBIM, YeM IpU AucTpoduHOIaTusIX. B 1ieaoM, oko-
10 30% manueHTOB MMEIOT MPU3HAKU KapAUOMUOIATUU
no OKI u sxokapamorpamme. Kapnmommoriatuss 4acto
BCTpevaeTcs IpH 3-, Y- 1 O-capKOTIMKAHOIATUM, HO pe-
Ke TIpU a-capkoriaukaHonatuu [19, 20]. ¥V 6onpmmHCTBa
NalUeHTOoB C TsKEoi, HaunHatouelics: B nerctse KITM /I
HEOOXOIMMO TTOI03PeBaTh OOHY M3 (OPM CapKOIJIMKAHO-
natuu [21]. Takum 00pa3oM, y MaJbynKa ¢ KIMHUYECKOM
KapTUHOI U TIporpeccupoBaHueM, cXomHbiMU ¢ MJIJI,
HO C HOPMAaJIbHBIM KOJWYECTBOM IUCTPO(MHA B MBIIII-
axX, BEpOSTHO, OymeT IepBUYHAsS CAapKOTIMKAHOIIATHSI.
B otinume ot atoro tosnbko 10% moneit ¢ KITM/ ¢ 6oee
JIETKUM TedeHHeM 3a001eBaHus (Ha4alo B IIOIPOCTKOBOM
WUJIM B3POCJIOM BO3pacTe) MMEIOT CapKOTIIMKAHOMIATHIO.

KIIM R9 (retn FKRP, OMIM 607155) siBnsieTcst Bax-
HbIM TuIioM KITMJI, cBsI3aHHBIM C aHOMAaJILHBIM OIIpe/ie-
JICHUEM O-TUCTPOTTIMKAaHA ITPY OMOTICUU MBIIIIII 1 BBI3BAaH-
HBIM MyTaIlUsSIMU B TeHAX, KOTUPYIOIINX OCIKH, y4aCTBYIO-
IIME B TAMKO3WIMPOBAHUY TUCTPOTINKAHA, TAKNE KaK TeH
FKRP, xogupylomuii 6enok (GpykytuH [22]. Bra dopma
KIIM/JI takke MMeeT ayTOCOMHO-PELeCCUBHbIN TUI Ha-
ciaenoBaHusl. MeHOTUIT TTALIMEHTOB BapbUPYETCS OT TIKE-
JIOTO 10 JIETKOTO 0e3 KIIMHUYECKU BBIPAKEHHOTO ITOpaxke-
HUSI CKEJIETHBIX MBI [23]. TUMMIHBIMU TTPOSIBICHUSIMU
SIBJISTIOTCSI MBIIIICYHASI TUTIOTOHUS B paHHEM BO3pacTe, T10-
CTETIIEHHOE Pa3BUTHE M3MEHEHUS TTOXOIKH 10 THUITY «pac-
KayMBaIOLIEHUCsa», TPYIHOCTU TIPU XOAbOE IO JIECTHULE,
MBIIIIeYHas CJ1a00CTh, 00Jiee BEIpaXKeHHAsT B IIPOKCUMATIhb-
HBIX OTIeIaX, TUIePTPODUSI MKPOHOKHBIX MBIIIIIL U MBIIIIIT
O6Emep, MOCTETICHHO pa3BUBAIOTCS IbIXaTeIbHAsI HEAOCTa-
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TOYHOCTb, MBIIIICUHBIC KPaMIT, KOHTPAKTYPHl U CKOJINO3.
B TsKEmpIX caydasx moTepsl MOABMIKHOCTH ITPOMCXOIUT
B Hauajie 2-ro gecsTwieTusi. boiee Msarkoe teyeHue 3a-
0oJIeBaHMST MOXET HAIIOMUHATH MBIIICYHYIO TUCTPODHIO
bekkepa, nipuuém camocTosiTelIbHasI X0ab0a COXpaHsIeTCs
u B 3-M pecsatwieTud Xu3HU. CooOIIasoch 0 HAIMYMU
y IMaIlMeHTOB KapIMOMHUOIATUN 0€3 MOpPaKeHUs CKeJIeT-
HBIX MBIII. B 1emoM mopaxkeHuwe cepalia BCTpedaeTcs
y 10—55% Takux nauyeHTOB.

Mpeimeynast nuctpodust Dmepu—Apeiidyca (MIAD)
B HACTOSIIIEEe BPEeMSI TOXE MOXKET pacCMaTpUBATBhCS KakK
omHa u3 dopm KIIMJI [15]. B pannem merctBe MJID]]
OOBIYHO TIPOSIBIISICTCST OBICTPHIM (POPMUPOBAHUEM BhIpa-
JKEHHBIX KOHTPAKTYyp B TOJICHOCTOITHOM U JIOKTEBOM CY-
CTaBax, a TaKXKe BOBJICYCHUEM ITO3BOHOYHMKA, MEIJICHHO
MPOTPECCUPYIOLIEN MBILIEYHON CIa00CThIO U MOPAKEHU-
€M MepBOHAYATIBLHO MBIIIII IUIeYa 1 TOJICHU C ITOCIEeIyI0-
IIMM PacIIpOCTpaHeHUEM CIa00CTU HA MBIIIIIIHI TJICYEBOTO
1 Ta30BOTO TT0sICa. Y HEKOTOPBIX MAIIMEHTOB KOHTPAKTYPHI
MOTYT OBITh MEHEe BBIPAaXKEHHBIMU, a MBIIIICUYHAs CIa00CTh
0oJtee BbIpaKeHa IMPY MEUIEHHO IIPOTPECCUPYIOIIEM TeUe-
HuU. OTa (popMa MBIIICIYHON TUCTPODUN aCCOIIMUPOBAHA
C BBICOKMM PHMCKOM Pa3BUTHS apUTMUI CepIlia, KOTOPHIe
MOTYT OBITh (haTaJbHBIMU, MO3TOMY IETHU C ITOZO3PCHM-
eM Ha MJID]J] moKHBI OBITH OOSI3aTEILHO HAIpaBJICHBI
K KapauoJIory Ui oOclienoBaHWsI, HAOMIOACHUS M Jie-
yeHusa. CepmeyHasi HEIOCTATOUYHOCTh SIBJISICTCS BaXKHOU
YacTblO KJIIMHWYECKOM KapTuHbel MJIDJI, KoTopass MOXeT
BKJTIOUATH CepAllcOMeHNE, TPEICHHKOIAIbHBIC COCTOSHUS
1 OOMOPOKH, TUIOXYIO TOJIEPAHTHOCTh K (hM3MYECKOM Ha-
Ipy3Ke W 3aCTOMHYIO CEPIECYHYIO HEIOCTaTOUHOCTh. B He-
KOTOPBIX CEMbSIX HAOIIOOACTCST TOJIBKO TTOpaXkKeHNe Cepi-
ma. Bcrpewatorcst pasHble TUNBI HaciaenoBaHust MJID]I.
X-cueruieHHas: ¢oopMa BbI3BaHA MyTallMsIMU B TeHe EMD
(OMIM 310300), xomupyroIieM 3MepuH. JJoMruHaHTHBIE/
perieccuBHBIE (DOPMBI BBI3BaHBI MyTallusIMU B reHe LMNA
(OMIM 181350, 616516), konupytoieMm Jamud A/C.

Ecnu y nmeBouku OOHApyKEHBI CHMIITOMBI, Xapak-
tepHblie 111 KITMJI, Bcerna cienyeT yYUThIBaTb PEIKYIO
BO3MOXHOCTb BO3HUKHOBeHUsT MJIJI y neBouku ¢ aHO-
MaJIbHBIM KapuoTunoM (Hampumep, 45 XO) nwim ciBurom
MHAKTHUBAIIUU X-XPOMOCOMBIL.

HeoObsicHuMOe CTOIKOE IIOBBILLIEHUE YPOBHS Iie-
YyE€HOUYHBIX (PEPMEHTOB BCeTaa MOJDKHO HACcTOpaXkMBaTh
Bpaya Ha BO3MOXKHOCTh HAJIWYMs y TAIIMEHTA MBIIIICYHOMN
IUCTpodUH, BKIIFOYAs IeBOYEK, KOTOPBIE MOTYT OKa3aThCs
0ecCUMNTOMHBIMU MauueHTKaMu M/1J1 niu nanyeHTKaMu
C «MSITKOM» CUMIITTOMATUKOM, a TakxKe MaJIbuukKoB ¢ M|
B HOKJIMHWYECKON a3ze 3a00jeBaHUS WIM MAlEHTOB
C IpyruMu (popMamMu MbILLIEYHBIX IUCTpODUii. B aTux ciy-
yasix BCeraa cleayeT onpenesaTh ypoBeHb KDK, koTophlii
SIBJIAETCS OoJiee CIIeIMMUIHBIM MBIIICYHBIM (DEPMEHTOM,
YTOOBI TOKA3aTh MIOTCHHOE ITPOMCXOKICHNE TTOBBITIICHUS
(depMEeHTOB MeYeHU.

Hakonen, B pamkax auddepeHIINaIbLHOTO TUArHo-
3a M1/ mojkHa 00s13aTeIbHO paccMaTpUBATLCSI BO BCEX
CIyJasix TUIaTalliOHHON KapIMOMUOIIATHH.
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Jlekunn

JUITIMI, (OMIM 158900) stBisieTcsT OMHO#M M3 Hau-
0oJiee pacIIpoCTpaHEHHBIX MBIIICYHBIX TUCTPOGUI, TIpeI-
nosoxuTeabHo 12 ciayyaeB Ha 100 Teic. HaceneHus [24].
OIHUM 13 OTIIMYUTENbHBIX Tpu3HakoB JITTTIM/I sBnsieTcs
e€ KIIMHUYECKasl reTeporeHHOCTh. CIIeKTP KIMHUYECKUX
MPOSIBJICHUI BapbUPYET OT TSLKEIBIX IBUTATEIbHBIX HAPY-
IIeHWIA, KOTIa IeTH MPUKOBAHBI K MTHBAIMIHBIM KOJISICKaM,
M0 OeCCMMNITOMHBIX HOcUTedel [25], moatomy o6 3TOM
3a00JIeBaHUM BCerna HYXXKHO ITOMHUTH IPHU IIPOBEICHUU
nuddepeHmanbaoro auartoza ¢ M. JIJITIMJI — 3To
MBIIIIeYHAsT TUCTPOGUSI, XapaKTePU3YIOIIASICS IIPOrPeCcCH-
pyiolIeil c1abocThio M aTpodueii MBIIIL JINLIA, TJIEYEBOTO
1osica, aKCMaJbHBIX MBI M MbIL Hor [26]. CrabocTh
MBIIIII JTAIIA He 00s13aTeIbHO TIPUCYTCTBYET Y KaxKIOTO pe-
OEHKa M TaKXXe OHA YacTo OCTaETcs HedaMeueHHou. Hau-
OoJiee SIBHO TTOPaXEHHBIMU JIUIICBHIMU MBIIIIIAMU SIBJIST-
FOTCSI KPYTOBBIEC MBIIIIIHI T71a3a U pTa. C1abocTh KPyroBoi
MBIIIIIHI T1a3a MOXKET IIPUBOIUTH K HETIOJTHOMY 3aKPBITHIO
rias3a, pa3BUTUIO KepaTUTa 1 pyOlLieBaHUIO pOroBuUllbl. bo-
stee 80% IalreHTOB OTMEYAIOT CJIA00CTh IUIEYEBOTO ITOsICa
KaK TIepBBIM cMMITOM 3aboyieBaHus. OrpaHUYeHHUE TIPU
noabEMe pyKH BIIEPEN U IIPU OTBEICHUU B CTOPOHY, a TaK-
K€ OTBEICHNE M3-3a CIa00CTH MBIIII, (PMKCUPYIOIINX JIO-
MaTKy, BbI3bIBAET TPYAHOCTU MPU OOpallleHWU C TpeaMe-
TaMM BHIIIIE YPOBHS IIJIeY, HATIPUMED, TIPU pacuEéChIBAHUI
BoJioc. [Ipu monBITKEe MOMHSTH PYKY BIIepea HaOIogaeTCs
XapaKTePHBII CUMIITOM KPBIIOBUIHOM JIOMMATKM 3a CYET
OTHOCUTEJILHOTO COXpaHeHMST (DYHKIWHU IeJIbTOBUIHOMN
Mbilbl. [TpumepHo B 20% ciiydaeB oTMeUaeTCs IIPOrpec-
CHpOBaHUE 3a TIPEIEIIbl IUICYEBOIO IOsICa, IIPU STOM Clia-
00CTh MBIIIII TA30BOTO II0sICA W MPOKCUMAIBHBIX MBIIIII]
HOTU TIPEAIIECTBYET PAa3BUTHUIO CIA0OCTH HUCTATbHBIX
Mo Horu. C1aboCTh MBI Ta3a (OPMUPYET KOBBLISTIO-
LIYIO MTOXOAKY Y CO3MAET TPYIHOCTH ITPU MOIBEME CO CTysa
WU ToabeéMe 110 JdecTHule. Haubosee yacToit mMpuunHON
JUITIMJI siBnsieTcsl MaToJIOTMYECKOEe YMEHbIIeHUE YHUC-
J1a moBTOpOoB D474 B cyOTE1I0MEpHOI 00IaCTH XPOMOCO-
MbI 4q35. 3poposeie moau nmeroT oT 11 go 100 equHwMIx
noBtopa D474 nHa kaxnoit konuu 4q35, B TO BpeMs Kak
nauueHTsl ¢ JIJITIM/ — 1—10 moBTOpOB Ha OAHOI KOTINHI
obactu xpomocoMbl 4q35 [25].

I'muxorenossl, ocobenHo Il tuma (6o1e3up [lomrre)
u V tuma (6oae3Hb Mak Apta), TaksKe TOJKHBI OBITh pac-
CMOTpPEHBI B paMKax 1 depeHIIMaIbHOTO JUarHo3a.

I'mukoreno3 Il tuma oOycioBieH MyTalUusIMU B re-
He GAA (OMIM 232300), KoTopble IPUBOIAT K PE3KOMY
CHIKEHUIO YPOBHS KUCIIOM O-1,4-TIoKo3uaassl. Y nereit
¢ I0BEHWJIbHOI (hopmoii 3a00sieBaHUs NeOI0T MOXKET Ha-
OnronaTbesl B Bo3pacTe 1 roja wuiad ctapuie U XapakTepu-
3yeTCs TOCTEeTICHHBIM DPAa3BUTHMEM MBIIIEUYHON CIab0oCTH
MPEeUMYIIEeCTBEHHO B aKCHMAJIbHOM MYCKyJIaType M IIPOK-
CHMAaJIbHBIX MBIIIIIAaX KOHEYHOCTei. [locTaTouHO YacTo
OTMEYaIOTCA OOJIM B MBIIIIAX, (DOPMUPYIOTCS TTOSICHUI-
HBIIl TUIIEPJIOPI03, TUIIEPTPODUST UKPOHOXKHBIX MBIIIIII,
IbIXaTeIbHBIC HApYIICHUsS M, pexke, KapIuOMUOIATHS.
Ha wuronpyaToit amexrpoMuorpaduy BBISIBISIOTCS TIPU-
3HaKM TICPBUYHO-MBIIIEYHOTO IIOPaKEHUS. YPOBEHD
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K®K B cbiBOpoTKe KpoBHU TOBBIIIEH B 5—10 pa3 oTHOCH-
TeJIbHO HOPMBIL. KiTlouoM K TIpaBWIBHOMY IMAarHO3y MO-
KeT OBITh ITpoBeIeHNEe (PepPMEHTHOM TMarHOCTUKH B CYXHMX
naTHax kposu c¢ nocnenyromnMm JHK-uccnenoBanuem
TSI BBISIBJICHUSI MyTalyii B TeHe GAA.

I'nuxorenos V tuna (OMIM 232600) BeI3bIBa€TCS My-
TanusMu B reHe PYGM u pa3ButueM neUIIMTa MbIIIed-
Ho¥ rmmkoreHdochopmnasbl. g 3Toro 3aboieBaHMs Xa-
paKTepHO HAJIMYKE MBIIICYHON TUTIOTOHNH, TIOBBIIIICHHOM
YTOMJISIEMOCTH, TUIOXOM TTePEHOCUMOCTH (PU3NIECKUX Ha-
Irpy30K, MPOKCUMAIBLHON MBIIIEYHOI C1a00CTU, KpaMIIu,
TUIIEPTPOMUN OTACIBHBIX TPYIIIT MBI (IeJTbTOBUIHOM,
NIBYTJIaBOM TIIeda, MBIIIIIL OeIpa M MHOTIA TiepenHeil 00JIb-
me6ep11oBoii). MOryT OBIT BBISIBJICHBI OTEKU MBIIIII, ITPH-
3HAKM PabIOMMOJIN3a U MUOTJIIOOMHYPUHM, TIOUEYHAsT He-
noctatouyHocTb. [ToBeimenue ypoBHss KMK B ceiBopoTKe
KPOBU BapuadeIbHO, HO MOXET OBITh TOCTATOYHO BHICO-
kuM — 10 12 000 Ex/m.

Menee yacro MJIJI MOXeT IMpOSIBISTbCS aHAJIOTUYHO
BPOXXIEHHBIM MBIIICUYHBIM TUCTPODUSIM C HAJTUIMEM MBbI-
IIEYHOU CTAa0OCTH M TMIIOTOHWY B HEOHATAJILHOM TIEpHOIIE
1 TIOC/IEIYIOLIEH 3aIepKKOI JBUTATeIbHOTO pa3BuTh [13].
OcHoBoi1 mig muddepeHIIMaNbHOTO IMarHo3a MOTYT OBITh
ymepeHHoe ToBbIeHne ypoBHsd KMK, yactoe nmopaxkeHue
JIMIIEBBIX U TJIA3HBIX MBI, PAHHUE KOHTPAKTYPHI, YTO Xa-
paKTepHO IS psina (opM BPOXKIAEHHBIX MBIIIICYHBIX TACTPO-
uii. Taxcke 1T HEKOTOPBIX (DOPM BPOXKIEHHBIX MBIIIICUHBIX
IUCTpoUii BEISIBIITIOTCS XapaKTepHble n3MeHeHust Ha MPT
TOJIOBHOT'O MO3ra. B CIIOpHBIX CTydasix OMOICHs MbILIILL C UM-
MyHodUKcalyeil Ha Hajinuue Oejika ITUCTpoHrHA MOXET
OBITH ITOJIe3HA IS MU hEepeHITNAIIN STUX IBYX COCTOSTHUIA.

JlepMaTOMMO3HT IO IOSIBJICHUS CHIITU B PEAKUX CTyJa-
SIX MOXET OBITh OIIIMOOYHO TIPUHST 3a AUCTPODUHOIIATHIO,
HO OCTPO€ HAayajl0 CUMITOMOB OOBITYHO TO3BOJISICT JIETKO
oTaN4uTh ero ot MJIJI.

CrimHanbHast ~ MblmedHagd — arpodus 111 Ttuma
(OMIM 253400) nomkHa paccMaTpUBAThCSI B paMKax JIud-
(epeHIIMATLHOTO AMarHo3a, T.K. IIPW 3TOM 3a00JIeBaHUU
TaKXKe TTOCTEIIEHHO Pa3BUBAIOTCS ITPEUMYIIIECTBEHHO ITPOK-
CUMaJIbHasI MBIIICYHAsd CJ1a00CTh, MBIIICUHAS] TUITOTOHMS,
CHIDKAIOTCST CYXOXWJIbHBIE pedIeKCHl U TOCTaTOYHO YacTO
dopmupyercs ruriepTpodust MpIL roeHn. OqHAKO HEBHI-
cokuii ypoBeHb KMDK 1 xapakTepHble WIS MOpAKEHUST MO-
TOHEHPOHOB CITMHHOTO MO3Ta M3MEHEHMSI Ha WIOJIbuaToOn
snieKTpoMuorpadgun (pa3peKeHHBIN TTaTTepH PEKPYTUPOBA-
HMST OMOTIOTEHIIMAIOB MBIIIIL, 3HAYMMOE YBEJIMUCHUE CPEI-
He JUINTEIIBHOCTH W aMIUIUTYABI MOTEHIIMAJIOB ICHCTBUS
JIBUTATEJIBHBIX €IUHUII, CMEIeHUEe OOJaYHOI muarpaMMbl
13 30HBI HOPMATUBHBIX 3HAYCHMI ITPY TyPH-aMILTATYIHOM
aHaJIM3e B 30HY C MOBHIIIICHHON aMIUTATYION 1 CHIKEHHBIM
YMCJIOM TYPHOB, HAJIMYME CIIOHTAHHOM JI€HEPBALIMOHHOM
AKTMBHOCTH) TIO3BOJISTIOT OTHOCHUTEIBHO JIETKO YTOYHMTH
IMarHO3 W HaIlPaBUTh T'€HETUYECKOE MCCIeIOBaHUE B TIpa-
BWJIbHOE pyCIIo (TIOMCK MyTamuii B TeHe SMN ¢ 11eNbIo BBI-
SIBJICHUST JIeTICIIAY 9K30HOB 7 1 7—8).

IIpoBenenue muddepeHManbHOro mauarHosa MJIJI
MOXET BKJII0YaTh OUOTICHIO MbIliIL. B mogapisioiiemM 60ib-
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IIMHCTBE CJy9aeB MCIIOJb30BAHUE MOJICKYISIPHO-TeHE-
TUYECKMX METOAOB JOCTATOYHO JJISI TTOATBEPXKIECHUS T1a-
rHo3a M/IJI, omHaKO B TeX cCiaydasiX, KOrga FeHeTUYeCKUid
aHanu3 He noaTBepaw M, mpu xapakKTepHOI KJIMHUYE-
CKOW KapTHHE, XeJaTeJIbHO MPOBEACHUE OUOTICUM MBbILLIIIBI
C TIOCJICAYIOIIUM aHAJM30M HalIWuus OelKa MUCTpodrHa
METOIOM UMMYHOTUCTOXUMMU. MICTIONb3ysT Bce TOCTYITHBIC
MUAarHOCTUYECKNE METOIbI, MOKHO BBISIBUTH MYTAIlUM JIVC-
TpobUHA 1 IIOATBEPAUTH KITMHUIECKIE (DeHOTUITHI ITPAKTH -
YeCKHU y BCeX MALMEHTOB ¢ TUCTpouHOIIaThE [4].

Hpyrue ¢GopMbl HEpPBHO-MBIIICYHBIX 3a00JIeBaHUI
B PEOKHUX CIIydasix TaKXKe MOTYT pacCMaTpUBAThCS B paM-
Kax puddepeHnmanb,Horo nuarnoza M.

3aknoueHne

IIposenenne muddepenumanbHoro auardHosa MJI
SIBJISIETCS OOSI3aTEJIbHBIM 3TAarloM IIepell YCTaHOBJICHUEM
HO30JIOTMYECKOTO AuarHo3a. st 3Toro TIiaTeJIbHO aHAJIM-
3UPYIOTCSI BpeMsI Hauaia 3a00JIeBaHUs, paHHIE HaYaJIbHbIC
KJIMHUYECKUE TIPOSBICHUS M AUHAMMKA CHUMIITOMATUKU,
KIIMHUKO-TEHeaJIOTHIeCKII aHaMHe3, pe3y/IbTaThl Jabopa-
TopHBIX (YypoBeHbs KDK, AJIT, ACT B CHIBOPOTKE KPOBH),
MHCTPYMEHTAIBHBIX (31eKTpomuorpacduss, MPT romos-
HOTO MO3Ta U MBIIIII) ¥ MOJICKYISIPHO-TEHETUIECKMX (IT0-
JuMmepasHasg uenHas peakuusi, MLPA, cekBeHHpoBaHUe
HOBOTO TTOKOJICHMS, TIPSIMOE aBTOMATHUECKOE CEKBEHHUPO-
BaHue 1o CaHTepy M Ap.) UCCIECIOBAHUIA, a B psie CIIyda-
€B 1 JaHHbIC OMOIICUM MBIIII. B HEKOTOPBIX ciaydasix (Tipu
TUMMIHOM Pa3BUTUM 3a00JICBaHMSI, XapaKTEPHOM KIIH-
HUYEeCKOM (DEHOTUIIE CO CTAaHTAPTHBIM paclipeleIeHueM
MBIIIEYHOH CJTa00CTH, HATWIMEM HEMBIIICUHBIX CUMIITO-
MOB (3a7epKKa pe4eBOTO Pa3BUTHS, IIOBEACHICCKHIE U KOT-
HUTUBHBIC HApPYIICHWS), 3HAYMMOM ITOBBIIIICHUM YPOBHSI
K®K B chIBOpoTKE KpPOBU M MHMOOPMATUBHOM CeMEHHOM
aHaMHe3€e) TMarHOCTHYeCKUiA IyTh peoéHKa ¢ M1/ OpiBaeT
TIPSIMBIM 1 KOPOTKMM. B Ipyrux cutyauusx nopora K nua-
rHo3y MJIJI MoxeT HarmoMuHaTh noiryio Onuccero. 3HaHue
HI0aHCOB au(depeHIINATBHOTO IUAarH03a MO3BOJISIET yCTa-
HOBUTb T'eHeTUYeCKUil auarHo3 MJ/1J1 MakcumaabHO paHo,
YTO Ype3BBIYAITHO BaxKHO [UTSI (POpMHUPOBAHUS ITPOTHO3A 3a-
00JIeBaHMSI M ICTIOb30BaHMUS BCEX JOCTYITHBIX METOMOB JIe-
yeHUs. JJoCTKeHUS COBPEMEHHOM METUITMHBI TTO3BOJISTIOT
YK€ CeTOIHSI IIPOBOIUTD IMATOTCHETUUECKOE JICUCHNE TETSIM
¢ MJI/I B Bo3pacte crapiie 2 JIeT, HaXOAIIINMCs B aMOy-
JIATOPHOM CTamuu 3a00JIeBaHUSI, Y KOTOPBIX MOJIEKYJISIP-
HO-TEHETUYECKUM METOIOM BBISIBJIEHa HOHCEHC-MYTAaIIusI.
YcTaHOBIEHO, YTO JieYeHUE C MPMMEHEHMEM IIperapara
arajlypeH, 3apeructpupoBaHHoro MuH3npaBoM Poccuu
B 2020 r., MomudULIMPYET TeueHe 3a00JIeBaHNe U YIydllia-
€T IBUTaTeJIbHbIe BOBMOXKHOCTH IareHToB ¢ MIIJI [27, 28].
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