nexemBpu 2021

CAMS in Brazil. Clin Neuropsychol., 2015, 29, 6, 836-46.

39. Testa, S.M., Winicki, J.M., Pearlson, G.D., Gordon, B., Schretlen,
D.J. Accounting for estimated 1Q in neuropsy.chological test per-
formance with regression-based techniques. J Int Neuropsychol
Soc., 2009, 15, 6, 1012-22.

40. Tombaugh, T.N. A comprehensive review of the Paced Auditory
Serial Addition Test (PASAT). Arch Clin Neuropsychol., 2006, 21,
1, 53-76.

41. Trenova, A.G., Slavov, G.S., Manova, M.G., Aksentieva, J.B.,
Miteva, L.D., Stanilova, S.A. Cognitive Impairment in Multiple
Sclerosis. Folia Med (Plovdiv), 2016, 58, 3, 157-163.

42. Vanotti, S., Smerbeck, A., Benedict, R.H., Caceres, F. A new as-
sessment tool for patients with multiple sclerosis from Spanish-
speaking countries: validation of the Brief International Cognitive
Assessment for MS (BICAMS) in Argentina. Clin Neuropsychol.,
2016, 30, 7, 1023-31.

43, Walker, L.A., Osman, L., Berard, J.A., Rees, L.M., Freedman,
M.S., MacLean, H., Cousineau, D. Brief international cognitive

Boacapeka HeBpoaozus Bulgarian Neurology

120

assessment for multiple sclerosis (BICAMS): Canadian contribu-
tion to the international validation project. J. Neurol. Sci., 2006,
362, 147-152.

Adpec 3a kopechonoenyus:

Jloy. 0-p M. Knucypcku, om

Meouko ouaznocmuyen yenmvp CIIEKTHP

V. Hesbapaska 25, 1113 Cogus

Tel.: +359 884 143 309; mklissurski@yahoo.com

Address for correspondence:

M. Klissurski, MD, PhD

SPECTER Diagnostic & Imaging Center

25 Nezabravka Str, 1113 Sofia

Tel.: +359 884 143 309; mklissurski@yahoo.com

KJIUHUYEH CJTYUYAHR HA TTAIIMEHTKA
C MORBUS HIRAYAMA - IIPEACTABAHE, IUAT'HO3A U
JUPEPEHIIUAJHO-IUATHOCTHYHU ACITIEKTH

Teonop Anrenos!, Teonopa Yamosa!, Jlopa 3narapesa’, Hepena ®unesa’, saun bapoos?, MBaitno TepHes'*

! Knunnka no Hepsuu 6onectn, YMBAJL ,, Anexcanaposcka”, Menuuusckn YausepeuteT — Codust
? Kimnamka mo o6pasna quarnoctuka, YMBAJL ,, AnekcannpoBcka”, Menuiuackn Yausepeuter — Codust

M99

3 Kiunmka mo weBponorus, Menuuacku dakynrer, Yausepcutet ,,CB. c¢B. Kupun u Metonuii”, Cxorme, CeBepra MakenoHus
4 JlemapTaMeHT 110 KOTHUTHBHA HayKa H ricuxosorus, HoB Obnrapcku yauBepcutet, Codust

CASE REPORT OF A PATIENT WITH MORBUS HI-
RAYAMA - PRESENTATION, DIAGNOSIS AND DIFFER-
ENTIAL DIAGNOSTIC ASPECTS

Teodor Angelov', Teodora Chamova', Dora Zlatareva®, Nevena Fileva?,

Ivan Barbov?, Ivailo Tournev'+

! Clinic of Nervous Diseases, University Hospital ,,Alexandrovska”,
Medical University of Sofia

2 Clinic of diagnostic imaging, University Hospital ,,Alexandrovska”,
Medical University of Sofia

3 University Clinic for Neurology, Ss Cyril and Methodius University of Skopje,
Faculty of Medicine, Skopje, North Macedonia
4 Department of Cognitive Science and Psychology,
New Bulgarian University, Sofia

ABSTRACT

Hirayama disease, also known as monomelic amyotrophy, is
a rare disease characterized by slowly progressive muscle weak-
ness and atrophy in one upper limb, most commonly in the muscles
groups of the forearm and wrist. In addition to taking a detailed
neurological status, electromyography (EMG) and magnetic res-

onance imaging (MRI) of the cervical region, native and after con-
trast enhancement of the image, in a neutral position and flexion,
play a key role in the diagnosis process. In terms of differential di-
agnostic, more common disorders such as amyotrophic lateral scle-
rosis (ALS), spinal muscular atrophy (SMA) and advanced carpal
tunnel syndrome should be considered. We report ,,Hirayama dis-
ease” in a 16-year-old female who presented with gradual right
upper limb weakness and wasting in the distal muscles, that was
confirmed by electrophysiological and neuroimaging studies.
KEY WORDS: Hirayama disease, phenotype

PE3IOME

Bonecrra Ha Hirayama, mo3nara omie moJ HAUMEHOBAaHHETO
MOHOMEJINYHA aMUOTPO(Us, € PAAKO 3a00NABaHE, XapaKTePU3H-
paiiio ce ¢ 6aBHO Mmporpecupaiia MycKyiIHa ciaboct u aTpodus B
SIMHUSI TOPCH KPaHUK, Hal-4ecTo B 00JacTTa HA MYCKYJIHHTE
TpyIH Ha MPeIMUIIHALIATA ¥ KUTKaTa. [Ipy MOCTaBsHETO Ha JHa-
THO3aTa, OCBEH MOIPOOHHMS HEBPOJIOTUYEH CTaTyC, KITFOYOBO MSCTO
3aemar enekrpomuorpadusara (EMI') 1 MarHuTHO-pe30HAHCHATA
tomorpadus (MPT) Ha mIMitHUS OTET — HATUBHO U CJie]] KOH-
TPACTHO yCHIBaHE Ha 00pasa M3CIIC/ABAHE, B HEYTPAIHA TO3HLIHS
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u Qrexcust. B qudepeHnnanHo-MarHoCTHYEH acleKT CIeBa aa
Ob/IaT B3ETH MPEABH/ [0-4ECTO CPEIAHH HO30JOTUYHH €IUHHUIIA
karo AmuotpoduuHa narepanHa ckiepo3a (AJIC), Cnunanna
MmyckynHa arpodust (CMA) u CHHAPOM Ha KapIaiHHs KaHal B Ha-
npenHan craauid. [IpencraBsme KIMHAYEH ciydail Ha 16-romuiiHa
nanyenTka ¢ bonecr na Hirayama ¢ nporpecupania MycKyiHa cia-
00CT ¥ arpodusi B TUCTATHATE MYCKYJIHH TPYIH (TIPEIMUIIHALIA
M KUTKA) Ha [ICHA PBKA, HOTBBP/CHA C KIMHUYHO H3CIICIBAHE,
eNeKTPOPHU3UOIIOTUYHN U 00Pa3HO-TUATHOCTHYHU METO/IH.
KJIFOYOBU AYMMU: Bonecr Ha Hirayama, genorun

YBOJ

bonecrra na Hirayama, no3Hara oiie moji HAUMEHOBaHHETO
MOHOMEJNYHA aMHOTPOQHS, € 3a00IIsIBAaHE, XapAKTEPU3UPAILO Ce
¢ 6aBHO Tporpecupana MycKyiHa c1adocT U arpodus B eOUH
TOpeH KpaiHHK, Hai-uecTo B 001acTTa Ha MYCKYJTHUTE IPYIIH Ha
npexMuIIHULaTa U kuTkata (3). 3a0onsBaHETO € OIMCaHO 3a
nbpBU 6T npe3 1959 roguna or [-p Keizo Hirayama npu 12
STIOHCKH TAIMEHTH 10 HanMeHoBaHHeTo HOBeHmIIHa mporpe-
CHMBHA yHHWJIaTepalHa MyCKyJIHA aTpodus B TOPHUTE KPaHHULU
(12).

Etunonorusra Ha 3a00JBaHETO CE CMsTA 32 MAWONATHYHA,
KaTo KbM MOMEHTa uMa JBe ocHOBHHM Teopuu (13). IIbpBara e
CBBbP3aHa C TOBUIICHA eMacTHYHOCT Ha dura mater, IIopajgy auc-
OaylaHC B pacTeka Ha IPbOHAYHMUSI KaHAIl U TPhOHAYHO-MO3BUHUTE
00BHUBKH, BOJEIIA IO IMOBUIIEHA MOIBIXHOCT Ha IPHOHAYHMSA
MO3BK 110 BpeMe Ha quiekcus B WMHHKS oTae. Ta3u noBuimieHa
TOJBMXKHOCT BOJIH JI0 MHOXECTBO SMU30/1 Ha CyOKITNHIHYHH MUK~
POHCXEMUH M MUKPOTPAaBMATH3bM Ha MHUEIOHA, 0COOCHO B 00-
JacTTa Ha MPEJHUTE POTa, N3Pa3sABaIIo c€ B ACHMETPUYHOTO MYy
m3ThHSBaHe, ocoberno Ha HuBa C; u Cq. BTopara Teopus e cBbp-
3aHA C HAPYIICHHS B CTPYKTYPHOTO MOAPEKIAHE HA EACTHIHHUTE
BIIAKHA Ha 33/THVS JIOHTUTYIMHAJICH JINTAMEHT, MaIlla CXOJIeH Ta-
TO(U3HONOTYEH MEXaHU3bM Ha pa3BUTHe. ChHIIECTBYBAT U JIOK-
Ja/BaHU B HAyYHATa JIUTEPATypa KaHIUAAT-TeHH, aCOLMUPAHH C
pasBuTHETO Ha 3a0omsBaneto (5, 11, 14).

Kimnnuno, 3a00151BaHETO ce XapakTepu3upa ¢ 0aBHO mporpe-
cHpallia MyCKyJHa c1abocT 1 aTpodus, 3acsraiia caMo eI{H OT
TOPHHUTE KpaiHUIM, HAl-4eCTO JOKATU3UPAHA B IUCTATHUTE MYC-
KyJIHU rpyny (npeamMuInHuna 1 kutka) (16). Jluncea 3acarane Ha
MYCKYJIHHTE TPYIU B JOJHHTE KpaHUIM, OynOapHara rpymna,
KakTo U Ha ceTuBHOCTTA (17). OOMKHOBEHO, HAYaJI0TO Ha 3200515~
BAHETO € IIpe3 IIbpBaTa MOJIOBHHA HAa BTOPOTO JECETHIIETHE, IPO-
rpecusaTa My € Hall-n3pa3eHa OKOJIO JIB€ TOAMHH CJeX BbpXa Ha
pacTexHaTa KpUBa U IOCTHTa IJIaTO B HAYAJIOTO Ha TPETOTO Jiece-
tunetue (7). ToBa onpenens eauH CPaBHUTEITHO T0OPOKauYeCTBEH
XOJI HA Pa3BUTHE U HUCHK PHCK OT MHBAJMAM3aHs HA OHA Ha OC-
TaHAJINTE HEBPOJIOTMYHH 3a00NIBaHM, 3aCATAl MOTOPHHUTE HEB-
ponu — AMuorpoduuna narepansa ckieposa (AJIC), Cimnanna
MmyckyiHa arpodus (CMA), IIporpecuBHa OynbapHa mapanu3za
(TIBIT) u HacnencrBena cnacruyna napanapesa (HCIT).

3a mocraBsiHe Ha IUArHO3aTa OCBEH MOAPOOHHUS HEBPOJIOTHYCH
cTaryc, KII0Y0BO MSCTO 3aeMar enekrpomuorpadusta (EMI') u
MarHuTHO-pe3oHaHcHaTa Tomorpadust (MPT) Ha mmitHus oTnen
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— HaTMBHO M cJle]l KOHTPACTHO YCHIIBaHe Ha o0pa3a n3cie/BaHe,
B HeyTpasiHa no3uius u ¢uexcus (8, 15, 19). EMI-u3cnensanero
€ C JIaHHHM 32 [TPOKCUMAaJHA (TIPEHOPOToBa) yBpeaa B MyCKyJIHUTe,
unepsupany ot C,, Cg u Thy cermenTnTe. OGMKHOBEHO HEPBHATA
MPOBOJMMOCT € HOPMAJIHa, HO JIOITBIIHUTEIHO MOXE J1a ce HaOto-
naBar Hamanenu amruutyau Ha CMALL Haii-u3paseHo 3a n. me-
dianus u n. ulnaris (9). MPT-u3cnenBaHeTo B HeyTpalHa O3ULHL
MI0Ka3Ba MPOMEHH B AUCTAIHUTE OTAECNIH Ha IIHIHUSI MHEJIOH —
JIeKO M3pa3eHa KOMIIPECHs B IMpPEJHUS OTAEN Ha MHENOHa ¢
XUMEPHHTEH3HNU B T) CEKBEHIIHS IPOMEHH, KaKTO 1 H300pa3sBaHe
Ha pa3IIKPEHOTO 33{HO ENHAYPATHO IPOCTPAHCTBO ¢ 0Opa3Hara
Haxojka ,,nonymecen”. IIpu MPT-u3cnenBanero BbB ekcus ce
Ha0IroziaBa u3MecTBaHe Hampe] B cerMeHTUTe Cy4-C; ¢ HOCTKOH-
TPACTHO yCHIIBaHE — OeJier 32 KOMIPECHOHHO-UCXEMUYHHUTE JIC3UH
B o0acTTa Ha MPEAHUTE POra Ha MHUEJIOHA.

JludepeHipanHaTa 1uarno3a Ha 3a00sSBaHETO € MHOTO IIIH-
poka. Ha mbpBo MscTO, qudepeHnnantara quardosa cieisa jia
Ob1e HanpaBeHa ¢ AJIC, kato HSAKOM aBTOpU cuurar OosiecTra Ha
Hirayama 3a venn noxcunapom (2). Borpexu tosa, pu AJIC ce
HaOJr0/1aBa 1M0-0bp30 MPOTPECHMBHO O0OXBAIllaHE HA LEHTPATHUS
JIBUTaTeNeH HEBPOH U NepudepHus ABUraTeleH HEBPOH B Pas-
JINYHY KIIMHUYHY €TaXKU, MHBATMAN3ALHS U JIETAICH H3X0[, KOETO
ornyasa jgete 3abossaBanust (10). Hpyro 3abonsBane Ha MOTOp-
HHTE HEBPOHH, KOETO MOXKE JIa UMa CXOJeH KIMHUYEH (DeHOTHII, €
CMA Tun 3, np¥ KOATO UMa SICHO M3pa3eHO FeHETHYHO 3acsraHe,
0aBHa KIIMHMYHA MIporpecHs 0e3 IJIaTo, KAKTO U 3acsraHe Ha Ie-
pudepHus ABUTraTeNIeH HEBPOH Ha HUBO MO3bUEH CTBOJ U IphOHA-
4eH Mo3bK. Cper qudepeHnranIHnuTe JUarHo3y Ha 3a00IBaHeTO
crenpa J1a ce pasnexaa 1 CHHApoMa Ha KaprajaHus KaHall B Ha-
IpeHal CTaauii, KOMTO 3a pasnuka ot bonecrra Ha Hirayama ce
XapaKTepu3upa ChC 3acsAraHe U Ha CETHBHUTE BIIAKHA, IIPOSBEHO
¢ OOonKa ¥ XumecTe3us A0 aHeCTe3us 32 MOBbPXHOCTHATA CETUB-
Hoct (3). Ilpu Cunapoma Ha KaprnanHus KaHal ce HaOnmroiaBa u
JONBITHUTEITHO 3acsiraHe Ha CHMIIATUKOBHTE BIAKHA, CHIPOBOXK-
nmamy n. medianus, 1aBany ChbOTBETHATA BEr€TaTHBHA OTHAJIHA
CUMITOMATHKA. [IpaBUIHOTO IMArHOCTULMpPAHE € OT U3KIIIOYH-
TeJIHa BaKHOCT, Thil KATO KOMIPECHOHHUSI CHHAPOM € 3HAYUTEITHO
T0-YECTO CPEIaH M OTXBBPITHETO My OU CHIECTHIIO eHA M3JHUIIHA
XUpypruuHa HHTepBeHHs. B nudepeHmanHo-auarnocTuyex ac-
nekT Ha bonectra Ha Hirayama crnenga qa ce uMar npeiBu 1 1o-
PEIKH ChCTOSHHESA, Kato Syringomyelia, mpy KOSTO MMa CETUBHO
3acsiraHe U CUMIITOMATHKaTa e Omiarepanna, u Tephromalacie an-
terieure, IposIBsIBAIllA CE CHIIO C ABYCTPAHHO 3acsrane (6, 18).

HNPEJCTABAHE HA
KJIMHAYHUSA CITYYAM:

Anamue3a: [lanpenTka Ha 16-ropuiiHa Bb3pact, YUUTO OII-
JIAKBaHUS 3aIl04BaT TPEAU ABE TOAMHH, KOraTo 3adenssaina ,,na-
JlaHe” Ha CpeHHUS MPBCT Ha AACHATa PhKa 110 BpeMe Ha KbIIaHe.
[1o T0o31 MOBOA MpOBENa KOHCYITAIMS C OPTOIE, KOHTO OTXBBp-
JIMIT 3acsiTaHe Ha OMOPHO-ABHIATETHUS anapar U s HACOYMI KbM
HEBPOJIOT, AHAMHECTUYHO, POJMTENUTE Ha ITALIUEHTKATa HaMUpaT
(nekcroHHA 1032 Ha CpelHUsS NMPBbCT Ha JsCHATa pbka M Ha
CHUMKH OT OasieTHH NpeACTaBIHUS (MAlUeHTKaTa € TPeHupaia
Ganer ot 4-5 1o 13-14-roauiHa Be3pact), KOETO I'i Kapa 1a mpeji-
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HoJIarar I0-paHHO CyOKIMHWYHO Havyayno Ha 3adonsBaHeto. OT
HEBPOJIOTUYHUS i CTAaTyC € HAJIMIE CHHIPOM Ha YBPESKIAHE Ha Te-
pudepHis IBUraTe/icH HEBPOH B ICCEH TOPSH KPalHUK C MycC-
KyJIHa cabocCT 3a JUCTAIHUTE MYCKYIIHH IPYIH (JIAKbTHA CTaBa —
¢mexcus 4/5, excrensus 4/5, paguo-yIHapHa CTaBa — CYIHHAIIS
4/5, nponanwst 4/5. npbetu — Quiekcus 4/5, excrensust 4/5) u Myc-
KyJIHH XUTOTPO(UN HA MYCKYIHTE TEHAp, XUIOTEHAP U HHTEPO-
ceifHMTe MyCKyIH Ha JscHara ppka. Hamuue ca u mupamMuaHu
Oenesu - 00110 oxkuBeHU CyXOKITHH pediekch (CP) ¢ pasupenu
pednekcorennu 30uu (TUCKpeTHO M3pazenu J>J1), monoxurentu
peduexcu Ha Xopman u TppoMHEp AByCTpaHHO. JIMTICBAT CETHBHH
HApYIICHHSL.

le/l OosiHaTa ca NPOBEACHH CJICAHUTE U3CICABAHUS:
e [Ibana KPbBHa KapTHHA, OMOXUMMYHU KPbBHH U3CJI€d-
BaHUA U ﬁonorpaMa OT BEHO3HA KPBbB — B HOpMaA.

* UmyHosnoruynu usciaeasanus: ANA, antu-GM1 antu-
TeJ1a, anTH-PM-scl - anTHTe 13, aHTH-SSDNA anTHTEa — OTpH-
aTeJTHU.

* IIpo6u 3a nopdoduInHOreH U JeITa-aMIUHO/IeBYIMHOBA
KHCeJNHA — HEraTUBEH TECT.

¢ JIuKBOPHO H3CJIeABaHE — OOLIO U3CIICIBAHE U eIEKTPO(O-
pesa — B HOpMa.

* Ot eaextponeBporpapckoro (EHI') uscinenBane cxo-
POCTTa Ha IIPOBEXIaHE IO CETUBHUTE U JIBUTATEIIHUTE BIaKHA HA

Boacapeka HeBpoaozus Bulgarian Neurology

122

4eTHpUTe KpailHuka e B Hopma. Ammutyaure Ha CMAIT u CHAIL
ca B HOpMa, C M3KJIIOYEHUE Ha Te3H Ha n. ulnaris dexter, npu KoiTO
ce otBexa HuckoammuntyaeH CHAIL JlucrannauTe nareHIun HA
CMAII u CHAII ca B Hopma. [IpoBeznena e urieHara enekTpoMuo-
rpadus (EMI') ot m. tibialis anterior dexter, m. vastus lateralis
dexter, m. biceps brachii dexter, m. interosseus dorsalis I bilatera-
lis, m. extensor indicis bilateralis 1 m. glossus. Ot m. interosseus
dorsalis I dexter u m. extensor indicis dexter B mokoii ce oTBexaaT
eMMHUYHY (acIUKyIaoHHH ¥ QUOPHIAIIMOHHU aKIMOHHH T10-
TeHIMany. OT OCTaHAIUTE MyCKYIH HE Ce OTBEXKIA CIIOHTAaHHA aK-
THBHOCT B IOKOM. M-OTTOBOpUTE ca B HOpMA, C M3KITIOUCHHUE Ha
Te3u Ha m. interosseus dorsalis I dexter u m. extensor indicis dex-
ter, KOMTO ca C ToJsIMa aMIUTUTY/a U MPOIBIDKHTENHOCT, C Xapak-
Tep Ha HEBPOreHHH. [Ipy MakcHMaliHa MyCKy/IHa KOHTPAKIHS —
EMI nannu 3a paspeseH 3amuc ot m. interosseus dorsalis I dexter
u m. extensor indicis dexter. OT ocTaHaMMTEe MyCKYJIH Ca HAJIUIIE
EMI" nanHM 3a HOpMAJIHO HACHILIAaHE HA TPACETO.

e MPT Ha mimeH OTaeJ] — HATUBHO U CJIeJl KOHTPACTHO
ycHJIBaHe Ha ofpa3a u3cjieqBaHe, B HEyTPAJHA MO3ULMS U
(aexcus (Purypa 1-6). B HeyTpasHa Mo3uiys ce YCTaHOBSIBA
M3IpaBeHa LepBUKaHa Jopao3a. HopmanHnu pasMepn Ha Tenara
Ha MpeuUIeHUTe U MEXAyNpenrieHHuTe JuckoBe. He ce ycrano-
BSIBAT MATOJIOTMYHH CUTHAJIHU IIPOMEHHU B TeJaTa, AbTUTE U U3-
pacrbuute Ha npenuienure. Ha nusa C,-C; 1o HuBo Cy¢-C; He ce
yCTaHOBSIBa AUCKOBa NpoTpy3us. HopmanHu pasmepu Ha BepTeO-
paTHUS KaHAJ [EHTPATHO U IIepr(epHO. ACHMETpUYHA JECHOCT-
panHa arpodus Ha nepBuKaneH muenon Ha HuBO Cs-C4. Ha ToBa
HMBO ce BU3yanu3upa Manbpk T, xunepuntenceH gokyc. Ha 06-

®urypa 1: MPT Ha mueH otaen B HeyTpaHa MO3ULKS, CaruTalHa NPOEKIHs,
T, cexBeHINs, HATHBHO M3CIEIBAHE — BU3YAIU3HPAT CE M3MPABEHA
LIepBHKANHA JIOPH03a 1 HOPMAJIHH Pa3MepH Ha TelaTa Ha NPELUICHUTE U
MexIyNpelUieHHuTe Juckose. He ce ycTaHOBABAT NATOIOTMYHH CUTHAIHH
TIPOMEHH B TeJIaTa, JbrUTe 1 U3pacThlUTe Ha npennienuTe. He ce ycranopssa
JMCKOBA TPOTpy3us. Busyamusupa ce Mansk T, Xunepuntescen Goxyc Ha
HuBo Cs-Cq.

®urypa 2: MPT na muen otzen BbB diiekcns, carutansa npoexuus, Ty cex-
BEHI[S, HATHBHO M3CICBAHE — BU3YaTH3MPA CE YBENIMYCHHE Ha IOP3ATHOTO
eMUIYPaTHO IPOCTPAHCTBO U poMuHeHTHH flow voids.
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®urypa 3: MPT Ha muen oTen BbB (IIEKCHS, CarHTaTHA TIPOCKIIL,
T, cexpenmys, U3CeBaHE C KOHTPACTHA MATEPHs — BU3YaIH3Upa Ce
yBEJIMYEHHE Ha J0P3a/IHOTO EMUIYPATHO IPOCTPAHCTBO 1 NIPOMHHEHTHU
flow voids. JleMoHCTpHpa ce KOHTPACTHOTO YCHIIBAHE B CIIUIYPATHOTO
TIPOCTPAHCTBO OT HIBO Cy4 110 TOPHUTE TOPAKATHHU MPEIUIeHH.

®urypa 4: MPT Ha mmien otjien B HeyTpalHa NO3ULKS, TPAHCBEP3aIHA

nipoekitys, T, CeKBEHINA, HATHBHO H3CIEBAHE — BU3YaNH3Upa C&
manbk T, xunepuntence goxyc Ha HiBo Cs-Cg BIACHO ¢ aCHMETPHYHA
JIeCHOCTpaHHa aTpo(iis Ha LEPBUKAIHIS MUCIIOH Ha TOBA HUBO.
EnunzypanHoTo NpocTpaHCTBO Ce BU3yaIu3upa ¢ odpasHara
Haxofka ,,oymecern’”.

pasute ¢ (rekcus ce BU3yalln3upa YBENHYCHHE HA JTOP3aTHOTO
eMUTypaITHO IPOCTPAHCTBO U poMUHeHTHU flow voids. Ha moct-
KOHTpacTHUTE T CEKBEHIIUH CE AEMOHCTpPHPA 100pe KOHTPACT-
HOTO yCHIIBAHE B OIIMCAHOTO SIIHAYPATHO MPOCTPAHCTBO OT HUBO

®urypa 5: MPT Ha mmeH otzien BbB uieKcHs, TpaHCBEP3aTHA IPOCKIIL,
T, cexBenmys, U3cneaBaHe ¢ KOHTPACTHA MATEPHs — BU3YalIU3HpPa ce
mansk T, xunepunTencen goxyc Ha HiBo C5-Cq BICHO C aCHMETPHIHA
JeCHOCTpaHHA aTpodyis Ha LIEPBHKAIHHS MUENOH Ha TOBA HUBO.
Busyanusupa ce yBeiyeHHe Ha J0p3aIHOTO eNUuIypaIHo IPOCTPAHCTBO
(oOpasHara Haxozika ,,onymecen”) 1 mpoMuHeHTHH flow voids.

®urypa 6: MPT Ha mmeH otzien BbB uieKcs, TpaHCBEP3aTHA IPOCKIIL,
T| cexBenmus, U3cneaBaHe ¢ KOHTPACTHA MATEPHs — BU3YalIU3Hpa ce
aCHMETPHYHA JIeCHOCTpaHHA aTpo(us Ha LEPBUKATHHSA MUENOH Ha TOBA
HUBO. Busyanusupa ce yBeliueHne Ha I0p3aJHOTO eluaypaIHo
npocTpaHcTBO 1 npoMuHeHTHH flow voids. JleMoHCTpHpa ce KOHTPAacTHOTO
YCHIIBAaHE B €IIHypPaHOTO IPOCTPAHCTBO (0Opa3HaTa HaXofKa ,,oTyMecel’)
ot HuBo Cy 710 FOPHHUTE TOPAKAIHY NPELLICHN.

C, 10 TOpHUTE TOpAKaIHU NpelUIeHU. 3aKioueHre: MarHuTHo-
pe30HaHCHAaTa HaXOJIKa Ce HHTepIpeTHpa KaTo THINYHa 3a bonect
Ha Xupasma.
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o TeHeTH4HO H3c/IeBaHe — CEKBEHHPaHe OT HOBO MOKOJIe-
Hue (Next-generation sequencing; NGS):

1. Hammuwe Ha mytarms ¢.601G>A, p.(Glu201Lys) B xete-
po3urotHo cherosinue B rena CPOX, acouupaH cbe 3a-
6omnsBaneto Konponophupus.

2. Hanunuue na mytanus ¢.1759C>T, p.(Pro587Ser) B xere-
PO3UTOTHO CcheTOsIHUE B reHa MFN2, acouuupaH che 3a-
6onsBaneto Cunapom Ha Charcot-Marie-Tooth tum 2A,
pazzmensn ce Ha THIl 2A2A ¢ aBTO30MHO-ZIOMHUHAHTHO
yHaclensBaHe U Turn 2A2B ¢ aBT030MHO PeLieCUBHO yHa-
ClIeBaHE.

3. OrxBbprenu reHeTnuHU Gopmu Ha AMHOTpoUUHA JaTe-
panHa ckiepo3a n CiMHaIHa MYCKYITHA aTpoQust

OBCBbXJIAHE:

Bonecrra Ha Hirayama e psixo, 3acsraiio MOTOHEBPOHHUTE
3a0omsaBaHe. EnmMaeMHONOTHYHO ce OTYMTa CHOTHOIICHHE
MbXKe:KeHH = 3:1, KakTo ¥ 2,8 IbTH MO-4eCTO 3acsAraHe Ha Jsic-
HaTa pbKa, HE3aBUCHMO OT JOMHHAHTHOCTTA Ha pbKara (7). ToBa
€ TPETUAT ONUCaH Cllyyail B ObJIrapckara Hay4Ha JIMTeparypa, Karto
MIPEIXOIHUTE JIBA Ca OT MBXKKH I10JI, KOETO OIpeJiesis ChOTHOLIIE-
HHe Mbxe:xeHd = 2:1. [Ipensua HUCKaTa enuAEeMUOIOTMYHA Yec-
TOoTa Ha 3aboisiBaHeTo B EBpoma, moiayueHute pe3ynrtaTu uMar
HOTBBPAUTENIECH XapaKTep.

OmnpeziensiHeTo Ha 001IaTa YeCToTa € TPYAHO, Thid KaTo ToisiMa
4acT OT JIOKJIaJiBaHuTe citydau ca oT M3rouna u FOxHa Asus. Kem
kpas Ha XX BEeK UMa OIMCaHU B HayuyHaTa JuTeparypa 150
nanuenTa ot SAmonus, 102 ot Wpu Jlanka u 37 or Unnus (4). To-
HOBH JIaHHH ompenensat yectora ot 1/33 000 3a HaceneHHeTo Ha
SInonust (13).

Hauanoto Ha onakBaHUATa IPU ONKCAHATA ALMEHTKA ca Ha
14-romuiiHa Bb3pacT, KOETO ChBIIa/a C JaHHHUTE 3a 1e0I0T Ha 3a-
00J1sIBaHETO B IIbpBATa MOJOBHHA HA BTOPOTO AECETUIIETHE, Bb-
[IPEeKH Ye € B roOpHara rpaHuua Ha uareppana. [Ipensus, e Bbpxa
Ha pacTe)KHATa KPHBa 32 MOMHYETAaTa OT €BPOINCHIHATA MOITyJIa-
1w € okono 14-15-romumHa B3pacT, ce 04akBa, Y€ KbM MOMEHTA
Ha MOCTaBSHETO HA AMArHo3ara, KakTo M B CleJBallaTa FOANHA
nporpecusTa Ha 3a00NsBaHeTo Ja e Hail-cuitHo u3paseHa (1). Ot-
HOCHO JIOCTUT@HETO Ha IIaTOTO Ha MPOrpecHst Ha KIMHUYHATA
CHMIITOMATHKA NPEACTOU J1a Ob/1aT HalpaBeH! AOMBIHUTEIHN Ha-
OmroneHus B ObjelIe, IPeIBU Bb3PACcTTa Ha MAIMCHTKATA.

HeBponornyHuAT cTaTyc ¥ MaHyaIHOTO MYCKYITHO TECTyBaHEe
HOTBBPIKIABAT JOKJIaABAHUTE B HAyYHATa JUTEpaTypa JaHHH 32
3acsiraHe Ha JUCTAJHUTE MYCKYJIHH Ipynu (IpeIMUIIHMIA U
KUTKA) B €JIMH FOPEH KPalHUK, HHEPBUPAHU OT 3aCErHATUTE IIpU
3abomsaBaneto C;, Cg m Th; cermenTr Ha rppOHauHMS MO3BK (13,
15, 19).

3AK/IIOYEHUE:

Bornecrra Ha Hirayama e psako HEBpPOJOTHYHO 3a00JIsIBaHe,
XapaKTepH3UPAIIO CE C TUITHICH KITNHIMYEH ()CHOTHIT Ha HAYaIo B
IOHOIIIECKA BH3PACT, 35CaraHe Ha JUCTAHUTE MYCKY/IHH TpyIH HA
eIIVH TOpeH KpalHuK, naepsupann ot C;, Cg u Th; koperuera n
OCHUTHEH XOx Ha pa3BuTHE. [I03HABAHETO Ha HETOBUTE OTINYH-
TEJTHW XapaKTePUCTUKU U HEOOXOIUMOCTTA OT IPOBEXKIaHE Ha
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MPT Ha muiiHUsS MUEJIOH B €KCTEH3UOHHA U (IEKCUOHHA 11032 €
OT M3KIIIOYUTEIHO 3HAYEHHE 32 TOYHOTO MOCTABSHE HA KIMHHY-
HaTa J[ar{osa U IporHo3aTa Ha 3a00JBaHeTo.
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