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Pestome. Mema po6omu: ananiz ocobaueocmeii kainiunoi kapmumnu xeopoou Iomne (XI1), éuznauenns 3a pe-
3yAbmamamu KAiHiKo-1a60pamopuux i iHCmpymMeHmanbHux 00CAi0HceHb OCHOBHUX XaPAKMePUCMUK MionamuyHux
CUHOpOMIB, U0 00380AH0Mb GUOLAUMU MAKUX X6OPUX Y ePYNY CeAeKMUBHO20 CKPUHIHRY 0451 NPOBEOeHHsL (hepMeHMHOT
diaenocmuxu Ha Hasenicms XII. Mamepiaau ma memoou. Y nepioo 3 2002 no 2016 p. y Llenmpi opgpanrux 3a-
X60pH6aHs obcmediceri 614 xeopux 3 KaAiHIMHUMU NPOABAMU CNAOK08020 HEPBOBO-M 308020 3AX60PIO6AHHSA. Bik
nauyienmie — 6i0 2 mic. 0o 34 pokie; xeopux uonrosivoi cmami — 314, xcinouoi — 300. Pesyavmamu. Y 78 xeopux
sus6AeHa Mionamis OOMIHAHMHO20 MUNY YCNAOKY8aHHs, nodaivuie nabopamopHe docaidvcenus Ha XII y nux
He nposodunu. Y 98 nayienmie diaenocmosaua chinanbha m ’a308a ampois, y 70 — nepgurna m ’a306a ducmpogis
Mowena, y 123 — pisni hopmu cnadxoeoi neiipocerncoproi neeponamii. CKpunineoga epyna 3 Memor UusaeAeHHs
XII memodom pepmenmodiacnocmuxu — 421 xeopuii, y Hux cnocmepieaiu HeKAACUDIK0BaHi MionamuyHi cuH-
OpoMU, W0 XaPAKMEPU3Y8aaucs 2emepoeeHHON KAIHIYHONW KAPMUHOI, 30KpeMa 3a2aabHO CAaOKIicmIo M 4318,
gidcymmuicmio ix einepmpoqii. Enexmponeiipomioepaia eukonana ¢ 187 nauienmis: y 8cix euseieni namepHu
MionamuuHo2o npouecy 6e3 03HaK denepsayii, CHOHMAaHHOI akmueHocmi y 8uens0i iopursayiit abo MiOMOHIMHUX
heromerie. Y 25 xeopux sikom 6id 2 do 18 mic. susienenuii niosuuieruli pigeHs kpeamurgocgokinazu, aaxkmamoe-
2idpoeenasu, neuinkosux mpauncaminas. Kpim moeo, y 10 xeopux diacnocmosani einepmpoghiuna kapoiomionamis,
poznadu duxarHs. 3a pesyromamamu gepmenmodiacHocmuku 8 cyxiti Kpanai kpoei y 5 xeopux diaenocmosarna XI1.
Bucnoexu. Buznaueni ocnoeni xapaxmepucmuku epynu ceaeKmueHo20 Nouyky, y axii diaenocmura XI1 memodom
GepmenmodiacHocmuKu 6 Cyxitl Kpanai Kpoei € eoekmueHoro. Takumu XapaKxmepucmukamu €: A8MocoOMHO-pele-
CUBHULI MUN Ycnaoky8aHHs 3axXe0pPI06AHHSA; WIUPOKI GIK0GI inmepeanu,; niosuujeHHs pieHsa Kpeamun@pocpokinasu,
NeYIHKOBUX MPAHCAMIHA3; NOKANI3AUI1 MIONAMUUHOR0 YPANCEHHS (NePeadcHo M 93U NPOKCUMANbHUX 8i00ini6
KiHUuieoK i myayboa), xapakxmepHi 3mMiHU 3a danumu eaekmpoHeiipomioepahii, einepmpocghiuna kapdiomionamis.
Ki104oBi cioBa: xeopota Iomne; hepmenmodiacnocmura; memod cyxoi kpanni kpogi

Bctyn

HepBoB0-M’s130Bi 3aXBOpIOBaHHS IIOCiAAIOTh IepIie
Miclle 3a 4acTOTOIO cepeld YCiX CIagKOBUX MOHOT€HHUX
HEBPOJIOTIUHUX 3aXBOPIOBAHb; X BUSIBJSIOTH i3 YACTOTOIO
1 Ha 3500 Hacenenns [1]. CmankoBi HEpBOBO-M’SI30Bi 3a-
XBOPIOBAHHST — KJIIHIYHO Ta FEHETUYHO reTeporeHHa rpyrmna
3aXBOPIOBaHb, SIKi KJIaCU(DiKyIOTh 32 TUTIOM YCTIaAKyBaHHSI,

JIoKasi3allielo MaTOreHeTUYHOIO TpPOolLIecy, 30KpeMa Mio-
mnatii, TUNoM MyTaHTHoro Oinka. IlepeBaxkHa OiIbIIICTD
3aXBOPIOBAHb LIi€T IPYNU XapaKTePU3YEThCS HEBIIMHHUM
MPOrpecyouyuM mepediromM, eheKTUBHI METOIM JTiKyBaHHS
BiJCYTHI [2].

[IpoTe ocTaHHIM 4YacoM JOCSITHYTI CYTTEBI yCHiXu
HE TUIBKM B JIiaTHOCTHUILi, a 1 Y JIIKyBaHHI OKpEeMUX TUITIB
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HEePBOBO-M’SI30BUX 3aXBOPIOBaHb, 30KpeMa 3 IPYIU Craj-
KOBMX MeTaboliuHuX Mionatiit [3].

13 2006 p. cTajg0 MOXKJIMBUM JTiKyBaHHST OIHI€T 3 MeTa-
OoTiYHMX MiomaTiit — aediuuTy Kucsoi anbda-rioKo3u-
nasu (GAA; kucioi MasibTaszu), abo xsopoou [Mommne (XIT),
3 BUKOPHMCTAHHSIM TIperapary ajbda-riaoko3unasu [4].

XII1 — pigkicHe (opdaHHE) HEPBOBO-M SI30BE 3aXBO-
pIOBaHHS 3 mporpeAieHTHUM nepedirom (OMIM232300),
SIK€ HAJIEXKUTh J10 J1i30COMaIbHUX XBOPOO HAKOMUYEHHS
Ta Ma€ aBTOCOMHO-PELIECUBHUM TUTT ycTiafKyBaHHs. [eH,
mo konye GAA, cknamaetbest 3 20 eK30HIB i KapTOBa-
Huii Ha XxpoMmocoMmi 17q25.2-q25.3. Ha cboroaHi onucani
360 myTaliiil, 10 CIPUYMHSIIOTh YaCTKOBE a00 LIJIKOBUTE
OJIOKYBaHHSI KaTaJiTUMHOI aKTUBHOCTI (hDepMEHTY, 3MEH-
IIEHHS 0TO CTabiJIbHOCTI Ta IIepioAy HaIliBpO3Iary.

3a xapakTepoM HakonmndyBaHoro cyocrpaty XII Ha-
JIEXXUTh 10 TaikoreHo3iB Il Tumy. B ocHOBi maTorenesy
XI1 nexuTh 3HMXKEHHSI aKTUBHOCTI (200 LiJIKOBUTA Bim-
CYTHIiCTb) (pepMEHTY J1i30COM — KUCJIO0i albda-IIioKo-
3Uaa3u, 110 6epe yJyacTb y po3llIeIlIeHHi IilikoreHy. Ye-
pe3 HU3bKY akKTUBHicTh GAA HepoO3LIeTICHU INTiKOTeH
HAKOIMUYYETHCS B JIi30COMax KJITUH Pi3HUX TKaHUH,
MepeBaXKHO B MOIMEPEYHOCMYTacTUX M’s13ax TyJjyba, KiH-
1iBOK i MioKapja, CIPUUYMHSIIOUM TTOPYIIEeHHST (QYHKILIT
Ta CTPYKTYPU M’SI30BUX BOJIOKOH, 1110 IPU3BOAUTH J10 Me-
XaHIYHOI pyiiHaIii Ta 3arnoeai MiouTiB [5].

3a JaHMMM aMePUKAHCHKUX i €BPOMEUCHKUX AOCITiI-
HukiB, XIT ctaHOBUTHL 61M3bKO 15 % y cTpyKTypi BCix
XBOpOO HAKOMUYEHHS TJIiKOTeHY, SIKi Ha JaHUI Jac po3-
MOAiNAI0ThH Ha 14 Tumis [6].

Yacrora BusiBnieHHs XII ctaHoBuTh 1 BUMmamok
Ha 40 000 xxuBoHapomxeHux. [IpoTe, 3a TaHUMU JAOCITi-
JKeHb OCTaHHIX POKiB, oiupeHicTb XI1 cyTTeBO Bapitoe
B Pi3HUX MOMYJISILISIX 3aJI€KHO Bijl €THIYHOT MpUHaJeX-
HocrTi: Big 1 : 14 000 no 1 : 300 000 xxuBOHapoKeHUX [7].

Kuiniuna kaptuaa XI1 xapakTepu3y€eThCs INPOKUM
CIIEKTPOM CUMIITOMIB i BapiaHTiB nepe0iry [8]. loTtenep
JIeTaJbHO OIMcaHa JIMIle oaHa, KiacuuHa ¢popma XI1 —
iHpantunpHa (IOXIT), axy Bnepuie onucas 'y 1932 p.
J.C. Pompe [9]. B ocHOBY Hali6Gifblll MOIIUPEHOT KIacu-
dikanii XIT mokjageHo BiK XBOPOTO, y IKOMY BUHUKIIU
nepiri CUMIITOMUM 3axBOploBaHHS; BUAiAS0Th [DXII,
a6o XI1 3 pannim mouarkom (XITPII), i XTI 3 mizHim mo-
yatkoM (XIITTIT) [5]. IcHylOTh nBa KJAiHIYHUX BapiaHTH
XITPIT: xknacuuHuii iHaHTWIBHUM i aTUTIOBUIA (HeK1a-
cuunuit). Knacuuna I®XIT — ¢aranbHa nporpecyoua
MioIaTis 3 TeHepali30BaHOIO M’ SI30BOIO CIAOKICTIO, Ti-
MOTOHIi€I0, TimepTpodiuyHOIO KapaioMmiomnaTier. 3a Bia-
CYTHOCTI JiKyBaHHs npu kinacuuHin [OXII y xBopux
MEPIIOTO POKY XHUTTS BUHUKAE CEpLIEBO-JIereHeBa He-
JNIOCTaTHICTh; TPUBAJICTh XXUTTS TAKUX MALliEHTIB CTAHO-
BUTH y cepeaHbomy 8 mic. AtunoBa [PXIT xapakrepu-
3YETHCS MOBIJTBHUM TepediroM, 3aTpUMKOIO PO3BUTKY
MOTOpPHMX (YHKIIi/f Ha TJIi reHepanizoBaHOI M’I30BOI1
CJ1a0KOCTi, MOXJ/IMBI He3HAYHi TTOPYILIEHHS 3 00Ky Mio-
Kapzaa. 3a BiICYTHOCTI JJiKyBaHHS XBOPi XUBYTb y cepel-
HbOMY 10 IBOX POKiB. AKTUBHIiCTh GAA y (piOpobracTax
mkipu xBopux npu XITPIT ne nmepesuiunye 1 % Bim rakoi
B HopMi [10].

ITpu XIIIIII nepini o3HaKM 3aXBOPIOBAaHHSI BUHMKA-
IOTh Y CTPOKM BiJl KiTbKOX MICSIIIiB 3 MOMEHTY HapOIXKEHHST
IO LIICTAECSITH POKIB KUTTS. Y XBOPHUX BiI3HAYAIOTh MTPO-
rpecyrouy M’sI30By CIa0KiCTh, 3a3BMYail Oe3 CyTTEBUX 3MiH
i3 OOKy ceplisi; 3 YaCOM BUHWKAE TMXaJbHA HEAOCTATHICTh
i motpeba B IITY4YHill BeHTWILII JereHb. Came nuxajabHa
HEJIOCTAaTHICTh CIIPUUMHSIE PAHHIO CMEPTh TaKUX Malli€eH-
TiB [11]. TakoX omucaHi CIIOCTepeKeHHSI paHHbOI CMEPTI
TaKUX XBOPUX YHACiTOK pO3PUBY aHEBPU3M O0a3MISIpHOI
aptepii [12]. AktuBHicTh GAA y ¢ibpobiacTax mKipu mna-
wienTiB ipu XITIIT craHoBuTh 1—40 % Binm HOpMU.

3010TUM CTaHIApTOM JlabopaTopHOi AiarHOCTUKU XI1
€ BU3HaYeHHST akTUBHOCTI GAA y JIeliKoluTax abo KyJIbTy-
pi idbpodmacris [13]. Kpim Toro, octaHHiMU poKamMu po3-
pOOJIEHNU i IIMPOKO 3aCTOCOBYETHCSI HA TIPAKTHUIL METOJ
BU3HAUYeHHS akTUBHOCTI GAA y cyxiit rursiMi Kposi (CITK).
[Iporte 1ux mMporpaM HeIOCTaTHHO JJISI BUPIlLIEHHST MPO-
o01em miarHoctuku XII, 0coGaMBO SIKIO Meplli 03HAKKU
3aXBOPIOBaHHS BUHUKAIOTh ¥ JOPOCIOMY Billi f BOHO Ma€
M’sIKUi1 nepeOir [14].

[Tpu XTI1 icHye KOpeJsList «reHOTUIT — (DEHOTUIT», TOMY
BaXXJIMBUM € MOJIEKYJISIpHUI aHalli3 reHa GAA. [1ns Bcra-
HOBJICHHSI TOUYHOTO fiarHo3y XI1 moctaTHbO BU3HAYEHHS
akTuBHOCTI GAA.

Pannga xiiniuaa ta nabopatopHa miarHocTuka XII,
MIpU3HAYEHHS ITaTOTeHETUYHOI (hepMEeHTO3aMiCHOI Teparlrii
(®3T) gk pe3yabTaT MPOBEICHHS YHIBEPCAIbHOTO CKPU-
HIiHTY CIpUSIIA O CyTTEBOMY ITiIBUILEHHIO €(heKTUBHOCTI
JIIKyBaHHSI Ta 3amobiraau 6 paHHill CMepTi TaKUX XBOPUX.
3arpuMKa aiarHoctuku, ocoonuso npu XIIII, — nocuth
3BUYHE SIBUIIIE, iIHKOJIU JIiarHO3 BCTAHOBJIIOIOTh Maiixke ye-
pe3 IecsITh POKiB 3 MOMEHTY BUHMKHEHHS MEePIITUX CUMIITO-
MiB 3axBoptoBaHHs [ 15]. [Ti10THI mporpaMu HeoOHaTaJIbHO-
ro CKpUHIiHTY, po3po0Ka sikux Tpusae (a monexkynu (CLLIA,
TaiiBanb) BOHM BXKe BIIPOBAIXKEHI B KJIiHIUHY IIPAKTUKY),
CpusITUMYTh cBoeuacHiit giarHoctuui XIT [16]. IIpote
IIpoTrpaMy MacOBOIO HEOHATaJIbHOTO CKPUHIHTY HE BMpi-
LIYIOTh NUTaHHs giarHocTuku XI1 y BXe HasiBHUX XBOPUX
Pi3HOTrO BiKY, SIKi 3aIMIIAThCS 11032 MEXKaMU MaCOBOTO HEO-
HATaJIbHOTO CKPUHIHTY.

Came ToMy po3po0Ka eeKTUBHUX JiarHOCTUYHUX aJl-
TOPUTMIB € HAaWBaKIUBIIIIMM €TAIIOM OpraHi3ailii Ta HagaH-
HSI MEIMYHOI TOMOMOTIH namieHTam mpu XI1.

MeTta po00oTH — aHaTi3 0COOIMBOCTENM KIIIHIYHOTO I1e-
pebiry XI1; BusHaUeHHS KIIiHIKO-1a00paTOPHUX XapaKTe-
PUCTUK TALEHTIB 31 MiOMAaTUYHUMU CUHIPOMAMU, SIKUX
MO>Ha BKJIIOUMTHU B TPYIY CEJIEKTUBHOIO CKPUHIHTY JJIs1
MpoBeAeHHS (hepMEeHTHOI aiarHocTuky Ha XI1.

MarTepiaAu Ta meToamn

Yroponosxk 2002—2016 pp. y LleHTpi opdaHHUX 3aXBO-
proBanb HJCJI «OXMATIAUWT» obcrexkeHi 614 xBopux
(314 — yonogivoi crarti, 300 — XiHOYO1) 3 KIIHIYHUMU
MPOSIBAMM CITaJIKOBOTO HEPBOBO-M’SI30BOTO 3aXBOPIOBAH-
Hs1. Bik xBopux — Big 3 Mmic. 1o 34 poxkiB; Bik 522 (85 %)
MalieHTiB — Bix 3 Mic. 10 15 poxiB.

YciM XBopUM TIpOBeNeHi KOMIUIEKCHE KIIiHiKO-Iabopa-
TOpPHE Ta iIHCTpYMEHTaJIbHE 00CTEXXEeHHSI, TeHeaIoriYHUIA aHa-
J1i3. O00B’SI3K0BO BM3HAYaIM piBeHb KpeaTMH(OoCchOoKiHa3U

N¢ 6 (92), 2017

www.mif-ua.com, http://inj.zaslavsky.com.ua 113



IIpakTHKYI0O49O0MYy HeBpoaory /To Practicing Neurologist/

NJ)

(K®K), neuiHKOBUX TpaHcaMiHa3 (ajaHiHaMiHOTpaHCcde-
pasu (AJIT), acniapraraminorpaHcdepaszu (ACT)), nakrar-
nerigporenasu (JIIAT). ¥V 464 (75,6 %) xBopux BUKOHaHa
enektpoHelipomiorpadis (EHMT), y 350 (57 %) — enek-
Tpokapaiorpadist i exoxkapmaiorpagis (ExoKI'). 3a Hass-
HOCTi TTOKa3aHb (3rigHO 3 JaHNMU KITiHiKO-1a00paTOpHOTO
JOCTIKEHHST) TIPOBOIMIIA MOJIEKYJISIPHO-TeHETUIHE TOCTTi-
MkeHHsT myTauiii y reHi SMN i redi auctpodiny (Incturyr
MoJIeKyJIsipHOi Giosorii Ta reHeTuku HAH Ykpainm); Mo-
JIEKYJISIPHO-TEHETUYHE TOCTiIKEHHST MyTalliil y reHi GAA
Ha XI1 (;1abopatopist Archimed Life Science GmbH, BineHb,
ABcTpist); Bu3HauUeHHs1 aktuBHoOCcTi GAA y CITK (Meaunko-
reHetnyHa yiaboparopiss HACJI «OXMATAMWT») 3a moau-
dikoBanum npotokoioMm N.A. Chamoles i criiBaBT. [17] i3
BUKOPHCTAaHHSIM TLIallIeYHOTO aHami3atopa Wallac Victor™
1420 Multilabel Counter (Perkin Elmer, Typky, ®innsHmis).

Pe3yAbTaTM TO OOrOBOPEHHS

3a pesysnsraTaMu reHeasorivuHoro aHamizy B 78 (12,7 %)
MalieHTiB BUSIBICHUN TOMiHAHTHUI TUI yCITaaKyBaHHS
3aXBOPIOBAHHS, Y ITOJAJIBIIOMY JJA00paTOPHI TOCTIIKEHHSI
3 METOIO MiaTBepIxkeHHsI niarHo3y XI1 y HuX He IpoBoAM-
au. Y 98 (15,7 %) xsopux 3a nanumu EHMI i Ha mincTaBi

BUSIBJIEHUX MyTaliil y reHi SMN nmiarHocToBaHa CIiHab-
Ha M’s30Ba atpodis (CMA); y 70 (11,4 %) — nepBuHHa
M’s130Ba muctpodist Miomena; y 123 (20 %) — pisHi hopmu
CITaJIKOBOT HETPOMOTOCEHCOPHOT HeBpOMaTii.

VY 421 (68,6 %) XBOPOTO 3 reTepOreHHOI0 KIiHIYHOIO
KapTHUHOIO 3aXBOPIOBAHHS, M’ SI30BOIO CJIA0KICTIO BUSIBJICHI
HeKkIacu(piKoBaHi MiOIMaTUYHI CUHIPOMM — III0 TPYILy Ma-
LIIEHTIB BBaXKaJIM CEJIEKTUBHOIO (CKPMHIHTOBOIO) J1JIsI BUSIB-
sierHst XI1 meronom CITK. EHMI BukoHaHa B 187 nauieH-
TiB CKPUHUHIOBOI I'PYTIU: B YCiX CIIOCTEPEXKEHHSIX BUSIBJICHI
naTepHU MiONaTMYHOTO Mpoliecy 6e3 Oo3HaK IeHepBallii,
CMOHTAHHOI aKTUBHOCTI Y BUTJIsII (piOpusiiii abo MioTo-
HiuHUX (peHOMEHiB. Y 25 XxBopuX BikoM Bia 2 1o 18 Mic. Bif-
3Havaym migBuineHHs piBHs AJIT i ACT, kpeatundocdo-
KiHasu (Buie Big 220 oxn/n), JakTaTaerinporeHasu (BUIle
Bin 250 on/n). Y 10 xBopux criocrepirayiu rineprpodidyHy
KapaioMiomnariio, IUXalbHi PO3JIaau.

3a pesyabTaTaMu (PepMEHTOMiarHOCTUKM HiarHO3
XIT BcTaHoBieHMIi y 5 mawieHTiB: y 3 — IOXII, y 2 —
XIIIIII. KiiniyHa kapTuHa Oyja JOCUThb T€TepPOTreHHOIO,
MpoTe B YCiX CMOCTEPEXKEHHSX BiA3HA4Yalll CIOBiJIb-
HEHHsI 30iJbIIEHHS MacH TiJla, 3aTPUMKY (hOpMYBaHHS
CTaTOKIHETUYHUX HABUYOK.

Ta6bnuys 1. KniHiko-nabopaTtopHa xapakTepucTuka nawieHTiB i3 xeopo6oiro lMomne

Mic. | mic.
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I1]
MauieHTyn ¢ Knacu4HoO0 iHpaHTUIbHOIO POPMOIO 3aXBOPIOBAHHS
114 1 4,5 4 0 673 | 137 | 358 | 257 | locTpui TpaxeiT, NOPYLUEHHA CMOKTAHHS, BTpaTa
mic. | mic. | mic. Baru, auxanabHa HeOOCTaTHICTb, LjiaHO3 HOCOryOHO-
ro TPUKYTHUKA, reHepanisoBaHa M’a30Ba CrnabKiCTb,
rinepTpodivyHa kapgiomionaris. 3aTpMmMka CTaToMo-
TOPHOro po3BuTKy. Makpornocia
2 | X 1 4 7 0,16 | 419 | 181 | 286 | 199 | TopnigHicTb NpndaBKN Macu Tina, rinoTOHIA Ta rino-
MiC. | MiC. | MiC. AvHamis. focTpuii 6poHxiT. Makpornocis. AnxanbHa
HenoCTaTHICTb, cnabke CMOKTaHHS. 3aTpuMka ctaTo-
MOTOPHOro Po3BUTKY. KapaiomionaTtia
3 |X| 3 7 0,19 | 668 | 202 | 202 | 304 | 3aTpumka B NpubaBLj MacK Tina, rinoToHidA, rinoguHa-

Mist. Finomimis, reHepanisoBaHa M’a30Ba cnabKicTb,
3aTpMMKa CTaTOMOTOPHOIO PO3BUTKY. Makpornocis.
linepTpodivyHa kapaiomionaTis

lMayuieHTn 3 HeKs1acn4HoI POPMOIO 3aXBOPIOBAHHS

6p. 0,18 | 1136 | 200 | 340

X »

MiC.

205

3aTprMKa pO3BUTKY CTAaTOMOTOPHUX DYHKLN, Npo-
KcuManbHa mM’a3oBa cnabkicTb, 4YacTi rOCTPi 3axXBO-
plOBaHHSA OuxanbHUX wWaxis. Miokapagionaria. Pa6-
nomioma. Po3BUTOK AuxanbHOi HEOOCTATHOCTI Ha Thi
roCTpPOi MHEBMOHIi

5p. | 7p. 0,23 | 385 | 150 | 206

342

[MomipHa 3aTpyMka CTaTOMOTOPHOIO PO3BUTKY, MiO-
naTU4HUIN CUHAPOM 3a PaxyHOK MPOKCUMASTbHUX Py
M’a3iB KiHLiBOK Ta Tyny6a, ckonios, aedopmauis rpya-
HOI KJTiITKN. PO3BUTOK AMXaIbHOI HEAOCTATHOCTI Ha TN
roCTPOro GPOHXITY
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PucyHok 1. Tpakuivinnii Tect y antunHun npu XI1: A) 3akungaHHs ronosu; 6) cuMnTom «npoBuUcsIoi 6inn3un»

Yci manieHTr HapoaWIKUC Bifl HOPMJIBHUX BariTHOCTE!
Ta (hi3i0JIOTiYHUX MOJIOTIB. AHTPOIIOMETPUYHI MOKa3HUKU
MPU HAPOKEHHI — y MeXaX MOMyJISILiiHOI HOPMU.

Ilepmi cuMnToMuy Kj1acUYHOI (hOPMU 3aXBOPIOBAHHS
(I®XIT) BuHuKanu B mepii 1—3 Mic. XUTTS, aTUIIOBOI
(XTIITIT) — Bix 6 mic. 1o 6 pokiB (Tabi. 1).

V ycix criocTepexXeHHsIX IiarHO3 BCTAaHOBJIEHUM i3 3a-
TpuMKoto: nipu IPXIT — y Bili XBOPOro B cepeaHbOMY
5,1 mic., mpu XIIIIIT — 6,5 poKy, IO € XapaKTEPHUM IS
miei marogorii [18].

OCHOBHMM Yy KJIiHIYHIil KapTUHi 3aXBOpIOBaHHSI OYB
MiOTIaTUYHUI CUHAPOM, BUPAXEHICTh SIKOTO pi3HMIACS
3asiexxHo Bin opmu XI1 i Biky maiieHTiB. ¥ XBOpHUX BiKOM
oo 1 poKy criocTepiraim BUpaXeHWIA MiOIMaTUIHUI CUH-
IPOM: TeHepalizoBaHy M SI30BY CJIa0KiCTh (MJIsIBA IUTUHA),
i1 Yac TpaKIifHOTO TECTY — XapaKTepHe 3aKMIaHHSI T0JIO-
BU i CHMIITOMOM <«IIPOBUCJIOL Oin3Hm» (puc. 1).

VY piteir i3 XIIIIIT Ha Tai 3araibHoi Timorpodii
M’sI30BOTO KOPCETY Bil3HAUAIM BUPAKEHY CIa0KiCTh, Mepe-
BaXKHO Y MPOKCHUMAaJIbHUX TPyIax M’s13iB TyJ1y0a i KiHIIiBOK,
CKOJTIOTMYHE MOPYIIeHHS MOCTaBu, AehopMallito rpyaHol
KJTTUHM («ceplieBUit rop6»). 3a JTaHWMU iCHYIOUUX Y CBITi
peectpiB xBopux Ha XI1, ckeneTHi necdopmallii BUSIBISIOTH
maiixe B 50 % takux xBopux [19].

V xBopux npu [OXII Big3zHaYaaM MaTOTHOMOHIYHUIA
cuMNTOM — Makporiocito (puc. 2); mpu XIIIIII BoHa Bin-
CcyTHA. Y 4 3 5 XBOpUX BUSIBJICHUM NTO3 0€3 MOPYIIEHHS
(YHKIIiT OKOPYXOBUX HEPBiB. 3a TaHUMM JIiTepaTypu, Bilo-
MOCTI 1I0J0 HasiBHOCTI NTO3y B nauieHTiB i3 XI1 pi3HATH-
CsI: BiJl BiICYTHOCTI IIbOTO CUMIITOMY OO HOTO HasIBHOCTI
y 23 % BUMNAIKiB y JOCHTIKYBaHMX KOropTax Mali€HTiB i3
XIT [20, 21]. Ha Hamry ayMKy, O4Hi CUMIITOMM, 30KpeMa
NTO3, € HAA3BUYANHO BaXJIMBUMHU MPU IUPEpeHIIIiaTbHIi
miarHoctri XI1 3 iHMMMM MeTaOOIIYHMMHU MiOMAaTisIMHA,
HaIMpPUKIIaa MiTOXOHIPiaIbHUMM 3aXBOPIOBAHHSIMU (CHH-
napoM Jli, aepiluT KOMIUIEKCiB IMXaJbHOTIO JIAHIIIOra MiTO-
XOHApilt To110) [22].

Hnst xBopux Ha IDXIT xapakTepHe BAHUKHEHHS ITOPY-
1IeHsb i3 60Ky cepirst. 3a naHumu ExoKI, y Bcix mainieHTiB
yepe3 1—2 Mic. 3 MOMEHTY BUHMKHEHHSI MEPIINX O3HAK
3aXBOPIOBAHHS BifI3HAuYau TirepTpodito JiBOTO HITYHOY-
Ka, AuiaTaiiiiHy HeoOCTPYKTUBHY Kapaiomionarito. B ycix
xBopux 1pu IOXIT Ha MOMEHT BCTAHOBJICHHSI JiarHO3Y Bifl-
3HavYaIu BUPAKEHUI MiOMAaTUYHUI CUHIPOM Y MOETHAH-

Hi 3 MPOTpecylovolo rinepTpodiyHo0 KapaioMiolaTi€lo,
IO CIIPUYMHSIIA 3aTPO3JIMBE 3MEHIIICHHS (hpaKilii BUKUILY
KpPOBI 3 JTiBOTO IIJTyHOYKa (Bix 67 1o 45 %). Cria 3ayBaxku-
THU, 1110 iIHKOJIM 03HaKM TinepTpodii J1iBOTO HIJTyHOUKA cep-
1LIS1 BIAETHCS AiarHOCTYBAaTHU B IIpeHaTaJbHOMY Itepiomi [21].

[MopymenHs GyHKIIIT cepiisd TaKOX BiI3HAYaIn y IBOX
xBopux Ha XIIIIII, mpote 6e3 mporpecyrouoi rineprpodii
JIIBOTO IIJTYHOUYKA; KPiM TOTO, B OAHOIO 3 IIMX IAILIiEHTIB BU-
sIBJIeHa pabaoMioMa JIiBUX BifUIUTiB ceplis.

V BCiX XBOpMX CIIOCTEPirajiv NOpyLIeHHs 3 O0KY LILTyH-
KOBO-KHIIIKOBOTO TPAKTY: Aiapelo, CHOBIIbHEHE 301IbIIEeH -
HsI MacH Tija abo ii BTpaty. Y cTaplIMx IiTeil Big3HayaaIu
CXWIBHICTb 10 YaCTUX TOCTPUX PECIipaTOPHUX BipyCHUX
iHdekuit (I'PBI), ski yckimagHOBaaucss BAHUKHEHHSIM
IMXaJIbHOI HEAOCTATHOCTI Ta ITHEBMOHII. Y 2 XBOpUX Uepe3
rOCTpi MOPYIIEHHS IUXaHHS BCTAHOBJIEHO TPaXxeOCTOMY,
111e OIMH Malli€EHT ITOTPeOyBaB CTallioOHAPHOI altlapaTHOI MiI-
TPUMKH ITiJl Yac HIYHOTO CHY. 3a JaHUMHU JiTepaTypu, IIpo-
rpecyBaHHs XI1 cipuunHsie pidpo3 ereHb, 1110 3yMOBIIIOE
HEOOXiJHICTb BUKOPUCTAHHS JOJATKOBUX iIHCTPYMEHTAJIb-
HUX METOJIiB MOHITOPUHTY (DYHKIi IUXaHHS B MPOTOKOJII
HaJlaHHI MEIUYHOT TOTTOMOTY TaKUM XBOPUM (TTYJTbCOKCU-
MeTpisi, nmojlicoMHorpadisi, MOHITOPUHT (YHKIIIT 30BHilII-
HBOTO IuXaHH:) [23].

BupaxeHy kJiHiYHY KapTUHY 3aXBOPIOBAHHSI CIIOCTE-
pirajm y ABOX XBOpUX BikoMm 6 i 7 pokiB. B omHOMYy crio-
crepexeHHs ['PBI cipyunHmia BAHMKHEHHSI CIIOYaTKYy T'O-
CTpHUX, a B MOJAJIBIIIOMY — i XpOHIYHUX PO3JIaiB TUXaHH!I,
110 CYTTEBO MOTiPIIMIO CTaH XBOPOTO, Y SIKOTO y Billi 6 Mic.

PucyHok 2. Makpornocis npuv IDXIT
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BUSBJIEHI 03HaKM Miomarii. Yepes 3a3HaueHi 0cOOIMBOC-
Ti nepebiry 3aXBOpIoBaHHs MALiEHT Ha 2 POKU MPAKTUYHO
BTPATUB 31aTHICTh XOAUTHU CaMOCTiliHO. B iHIIOMY KJIiHiU-
HOMY CITOCTEePEXEeHHi BUpPaXKeHICTh MiOMaTUYHOTO CHUH-
npomy OyJia MiHIMaJIbHOO, TIPOTE BiH MTOYaB MPOrpecyBaTH
Ha TJIi TIEPEHECEHOTO iHTePKYPEHTHOTO 3aXBOPIOBAHHS,
KOJIM y XBOPOTO BUHUKJIW TOCTPI PO3IAJN AUXAHHS, a B [1O-
JaJIbIIOMY — CJa0KiCTh M’sI3iB Tyl1y0a, IpOKCUMaIbHUX
BiIiiB KiHIIIBOK, (hpopMyBaHH: cneludivyHoi xoau. O6u-
JIBa TMAalli€eHTU MOTpeOyBaiyd BCTAHOBJIEHHS TPaXeOCTOMU
Ta peaHiMaliiiHOI MiATPUMKU. B 0fHOrO 3 HUX BUHMKIIA
BTOPMHHA KapIioMionarTisi JErKoro CTyrneHsI, IMPOsIBU SKO1
BIIAJIOCS] YCYHYTH 3a iBa poku 6e3repepBHoi O3T.

3a pe3yaprataMu Ja0OpaTOPHUX MOCITIIKEHb Yy BCiX
5 XBOpUX BigzHavyanu ctabinbHo Brcoki piBHI KDK, JIIT,
AJIT, ACT. KOK € HecneundiyHuM MapKepoMm MioIa-
TUYHMX IIPOLECIB Pi3HOI €TiONOTIi: 3aMabHUX, CITATKOBUX

(3okpeMa, nuctpodiHomnariit) i meraboniunux (XI1, cuH-
IPOMU TIOPYIIEHHSI MiTOXOHIPiaJIbHOTO OeTa-OKMCICHHS
tomio). Pisenb K®K mipu XI1 He mepeBuirye 2000 o/,
omHaK y Aeskux xBopux (ocobmmBo npu XIIIIII, o3Hakmu
SIKOI BUHUKJIY B JOPOCJIOMY Billi) 1Iel ITOKa3HUK MOXKe OyTH
B Mexkax HopMmu [24]. ¥V HaioMy mociimkeHHi piBeHb KOK
He niepeBuiiyBaB 1500 ox/n. Kopensuis mixx piBHem KOK,
¢GopMOIO 3aXBOPIOBAHHS Ta CTYMEHEM MOTro TSKKOCTI Bifl-
cyTHs [7].

Y Bcix XBOpUX Bil3Havyaay 3HUXKEHHS OCTAaTOYHOI aK-
tuBHOCTI GAA, 1110 He niepeBuiyBaia 0,23 HMOJIb/TON/MT
6inka. PiBeHb akTuBHOCTI GAA KOpEJIOE 3 TSKKICTIO 3a-
XBOpPIOBaHHS. Tak, y XBOPOTO 3a LIJIKOBUTOI BiICYyTHOCTI
akTuBHOCTI GAA mepe06ir XI1 OyB HAWTSIXKIMM, TUTHHA
nmoMmepiia y Bili 4 mic. CTaH XBOpPOTO 3 HAWBUIIUM PiB-
HeM GAA OyB TSKKUM, IIPOTe KIiHIYHUE mepedir 3axBo-
PIOBaHHSI XapaKTepU3yBaBCsl HAMOUIbII Mi3HIM 1€0I0TOM,

Ta6nuuys 2. Nepe6bir 3axsoptoBaHHs npu IDXIT

Bik xBoporo XapakTepucTuka KjiHiYHUX CUMNTOMIB
KniniyHe cnoctepexeHHs 1. MauieHT 1
1 mic HopmanbHuin nepnHaTanbHUii PO3BUTOK. MOpPYLLIEHHS CMOKTaHHS, 3aTpMMKa 30iNbLUEHHS Macu Tina,
’ LiaHO3 HOCOryOHOIro TPUKYTHMKA, FOCTPUIN TpaxeiT
2 mic MionaTtnyHuii cuHapoMm: rinoToHis, rinoguHamis, apednekcis. MiasuweHHs pieHsa KOK (673 oa/n),
’ ANT (101 oa/n), ACT (209 oa/n). Makpornocisa. lNinepTpodivyHa kapaiomionaTis
2 5 mic leHepanisoBaHa M’a30Ba CNabKiCTb, 3aTPMMKa CTAaTOMOTOPHOIr0 PO3BUTKY, CEPLIEBA HEAOCTATHICTb,
’ ’ renatomerasnis
4 mic. OntnHa nomepna
KniHiuHe cnocTepexeHHsa 2. MauieHT 2
1 mic. HopmanbHuin nepuHaTanbHUin po3BUTOK. LliaHO3 HOCOryBGHOro TPUKYTHMKA
2 mic. TopnigHicTb 36iNbLUEHHS MacK Tina, rinoToHis, rinoaMHamis, Makporiocis
2 5 mic MionaTtnyHuii cuHapomMm: rinoToHis, rinoguHamis, apednekcis. MiasuweHHs pieHsa KOK (419 oa/n),
’ ’ ANT (89 oa/n), ACT (105 oa/n). focTpuin 6ponxiT. JiarHocToBaHa rinepTpodivyHa kapaiomionaris
3 mic leHepanisoBaHa M’a30Ba CNabKiCTb, 3aTPMMKa CTAaTOMOTOPHOIr0o PO3BUTKY. JNTUHA HE YTPUMYE
’ ronosy. CepueBa HeAOCTaTHICTb, FrenatomMeranis
4.5 wmic MionatnyHuii cungpom. MNneptpodiyHa kapaiomionartida. MHeBMoHia. CepueBo-nereHesa
’ ’ HeOoCTaTHICTb
7 mic. OutnHa nomepna
KniniuHe cnocTtepexeHHs 3. MNauieHT 3
1 mic. HopmanbHuin nepnHaTanbHUn PO3BUTOK
2 mic. CnogBinbHeHe 36inbleHHs Macu Tina. MNinoToHisa, rinoanHamis, rinomMimMis, Mmakpornocis
3 mic FnoToHiga, rinoanHamis, oUTUHA He yTpUMYye ronoBy. lfenatomeranisi. focTpuin 6poHxiT. LliaHo3
’ HOCOryGHOr0 TPUKYTHMKA
4 wic MionaTtnuHuii cuhapomMm: rinoToHis, rinognHamis, apednekcia. MiaeuweHHs pisHa KOK, AJTT, ACT.
’ [iarHocToBaHa rinepTpodidyHa kapaiomionaris
7 mic. Moyatok 3T
9 mic. AnTrHa yTprMye rofioBy 1 no3y B NOSIOXEHHI CUAAYN
12 mic 306inbLUEHHS pyX0BOi akTUBHOCTI: AUTMHA NoYana caMoCTiiHO nepeBepTaTucs i cipatn. 36epiranncs
’ rinomimist Ta AM3apTpis 3a paxyHOK BUPaXEHOT MaKporiocii.
1 pik 8 mic. | AuTuHa cipae, cToiTb 6ing onopu, NOB3a€ Ha XUBOTI
2 boku OnTnHa akTMBHO NOB3a€, X0AMTb 3 MiATPUMKOIO. [NOTOHIA M’a3iB 061144, MaKpOIJIocia, 3aTpuMKa
P MOBHOIO PO3BUTKY (AM3apTpis)
3 poku AnTrHa caMoCTiHO XOAMUTb Ha HEBENMKI BIACTaHI (Kibka MeTpiB)
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30€peXeHHSIM LIOJEHHOI PYyXOBOi aKTUBHOCTi, 3MaTHOCTI
CaMOCTIfHO XOAMUTH. XBOPOMY BCTAHOBJIEHA TPAXEOCTOMA,
NpoTe BiH He MOTpeOyBaB HIYHOI armapaTHOI MiATPUMKU
dyHK1iT nuxaHHs. Kopensiiio Mixk piBHEM 0CTaTOYHOT aK-
tuBHOCTI GAA, popmoto it ctyneHem Tskkocti XIT mosic-
HIOIOTh TeHHO-(EHOTUTIOBUMU 0cOOMBOCTIMU. OTprMaHi
HaMU pe3yJIbTaTy 30iraloThCsl 3 JAHUMU HIIUX TOCTiIHU-
KiB [21]. Xoua, 3a TaHMMM AESIKMX aBTOPIB, IpsiMa KOPEIsi-
11isT MiX piBHEM oCTaTOYHOI aKTUBHOCTI GAA i TSKKiCTIO
XIT BincytHs [19].

I1pu XI1 yac BcTaHOBJIEHHS IiarHO3Y € KPUTUYHUM TSI
noyatky P3T, 110 3armobira€ BAHUKHEHHIO HEOOOPOTHOTO
VIIKOMIXKEHHS M’SI3iB i, BIIITOBiTHO, XKUTTEBO BAXKJIMBUX OP-
raHiB i cucTem.

VY 3 xBopux Ha X® ynpoJoBXK 3 poKiB 3aCTOCOBYBAIN
®3T. Tak, cBoeuacHe nipusHaueHHsT O3T nipu IOXIT (ko1i-
HiYHE CITOCTepeKeHHS 3) M03BOJIMIO YHUKHYTU paHHBOI
cMepTi gutrHM (11e aBoe xBopux Ha IDPXII, akum D311
He IMpu3HaYaIu, IIOMEPJIM Y Billi 10 7 Mic.). 3 iHIIIOro OOKY,
y 2 xBopux Ha XIIIIIT niarHo3 BctaHOBJIEeHUI 3ammizHo, 3T
JOBEJIOCS pO3MOYMHATH B peaHiMaliiHoMYy BiagineHHi. Og-
Hak HaBiThb Mi3Hiit moyaTok M3T 103BOIMB 30€pErTH XKUTTS
XBOPHUX, BiTHOBUTHU PYXOBY aKTUBHICTb, B OJJHOTO MallieHTa
MaiiKe MOBHICTIO BiTHOBUJIACS 3MaTHICTb XOIUTH CAMOCTIi-
HO, Bifl3HaU€He MOKpallleHHsT (DYHKIIii AUXaabHOI Ta ceplie-
BO-CYIMHHOI cucTeM. HeBenrka KiJIbKiCTh CITOCTEPEXXEHb
He T03BOJISIE 3pOOUTH BipOTiIHI BUCHOBKM MO0 e(heKTUB-
Hocti M3T, npore nomnepeaHi pe3yabTaT HALIOIO J0CTi-
JKEHHS € JOCUTb ONITUMICTUYHUMU i 30iratoThes 3 JaHUMU
IHIIMX JOCTIAHMKIB [7].

566 (85 %) obcTeskeHUX HAMU XBOPUX OYJIU IUTSIIOTO
BiKY: Y 3 HUX BUSIBJIEHA KJlacYHa (hopMa 3aXBOPIOBAHHS —
[OXII, y 2 — aTumnoBsa, siKy MOXHa BBaXXaTH MPOMiXKHOIO
mix [DXIT i XTI y mopociux oci6.

AmHaniz yacrotu BusiiieHHs XI1 y pisHux reorpadiyHux
Ta €THIYHUX TPYIax CBiIYUTH MPO Te, 110 YacTille 11e 3a-
XBOPIOBAHHS 1iarHOCTYIOTh Y TOPOCUX OCi0, Y SIKUX TAKOXK
omnmucaHo acumnToMHuit nepedir XIT [25, 26]. Came Tomy
JIy>K€ BaXKJIMBUM € BpaxyBaHHSI BiKOBUX iHTepBaJliB ceJleK-
TUBHOTO BUMOOpPY MAILi€EHTIB IS MPOBEIEHHS IOAAJbIIOI
J1abopaTOpPHOI AiarHOCTUKMU.

3a pe3yJisTaTaMH HAIIOTO JOCTiIKEHHS I JaHUMU iHIITNX
aBtopiB [27], niarHoctuka XI1 € HaA3BUUYAHO CKJIAHOIO,
y OUJIBIIIOCTI CITOCTEPEXEeHb AiarHO3 BCTAHOBIIIOIOTH 3aITi3HO.
Kaniniuna kapruna XIT myxe BapiaGenbHa, 1oaioHa 10 0ib-
1IIOCTi CMaJIKOBMX HEPBOBO-M’S30BUX 3aXBOprOBaHb. Haii-
OLTBII €(DEKTUBHOIO TPYITIOIO MOIIYKY IMamieHTiB i3 XI1 € rpy-
a XBOPUX i3 KiHIIiBKOBO-IIOIIepPEeKOBUMU (hopMaMU MioIa-
Tii, y SIKMX BUSIBJIeHA TrinepkpeaTuH@ocdokiHazemis [28].

BUCHOBKMU

KniHiyHMii Au3aiiH ceJleKTUBHOTrO cCKpuHiHry Ha XI1 i3
BukopuctaHHsaMm meroay CITK mae BktouaTu mmpoKuii
BiKOBMIi iHTEpBaJI, BpaXOBYBaTHU OCOOJIMBOCTI JioKai3a-
il MiOIMaTUYHOTO ypaxXeHHs1, miaBuileHHs piBHI KDOK,
nevinkoBux tpaHcaMina3z, maHi EHMI, ExoKI. Takwuit
MiAXia J03BOJUTH MiABUIIUTU €(heKTUBHICTb NiarHOCTUKU
Ta CYTTEBO BILUIMBATU Ha €(EKTHUBHICTh JiKyBaHHS Talli-
eHTiB i3 XI1.

KonduikT inTepeciB. ABTop 3asiBJIsi€ MPO BiICYTHICTh
KOHQJIIKTY iHTEPECiB IPU MiATOTOBI JaHOI CTATTi.
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HaumoHaAbHQST CIeUmanm3npoOBaHHAS AeTCKast 6GoAbHULA «OXMATAET», . Kues, YkpauHa

OonTMMMU3ALMS KAMHUKO-AQBOPATOPHOMN AUArHOCTUKU 60AE3HM [ToMne cpeaAun APYTMX HOCAE ACTBEHHbIX
HEePBHO-MbILLEYHbIX 3060AEBAHUN (AUTEPATYPHbIN 0630P, COGCTBEHHbIE HOBAIOAEHUS)

Pesiome. Ifeav pabomoi: ananus ocobeHHOCTEl KIMHUYECKOIt
kaptunbl 6one3Hu [Mommne (BIT), onpeneneHue mo pesyiabrataMm
KJIMHUKO-1a00paTOPHBIX U MHCTPYMEHTAIBHBIX UCCIIeI0BaAHMIA
OCHOBHBIX XapaKTePUCTUK MUOMATUYECKUX CUHAPOMOB, TT03BO-
JISTFOIIMX BBIIEIMTD TAKUX OOJIbHBIX B IPYITITY CEJIEKTUBHOTO CKPH-
HUHTA [T TPOBeieHUsI (hepMeHTOAMarHoCTUKY Ha Hanuuue BIT.
Mamepuaavt u memoowt. B nepuon ¢ 2002 mo 2016 . B LlenTpe
opdaHHbIX 3a00IeBaHUIi IPOBEIEHO KOMILIEKCHOE KJIMHUKO-JIa-
GoparopHoe uccieaoBaHue y 614 GOJIbHBIX C KITMHUYECKUMU TTPO-
SIBJICHUSIMM HACJIEICTBEHHOTO HEPBHO-MBILIIEUHOTO 3a00JICBaAHMSI.
Bo3spacT maneHToB — OT 2 Mec. 10 34 J1eT; OOJbHBIX MYXCKOTO
mona — 314, xeHckoro — 300. Pesyavmamot. Y 78 GONBHBIX BbI-
sIBJICHa MUOITIaTHsI JOMUHAHTHOTO TUIIA HACJICNOBAaHUSI, B 1ajlb-
HelileM JabopaTopHble ucciaenoBanus Ha BIT y HuUX He poBo-
nuu. Y 98 mannreHToB AMarHOCTUPOBAaHA CIIMHATbHAS MbIIIIEUHASI

atpodust, y 70 — nepBuuHas MbiieyHas aucrtpodus Jdomena,
y 123 — paznuuHble (DOPMBI HACIEACTBEHHON HEMPOCEHCOPHOI
HeBponatuu. CKpMHUHTOBasl rpynrma aisi BeisgBiaeHust bIT me-
TOIOM (DEPMEHTOAUArHOCTUKU — 421 OOJBHOI, y KOTOPOro Ha-
omoany HekJaccuUUMPOBaHHbIE MUOTIATUYECKUE CUHAPOMBI,
XapaKTepU30BaBIINECs] TeTEPOTeHHON KIMHUYECKON KapTUHOM,
B YACTHOCTH OOIIEH €1a00CThIO MBIIIII, OTCYTCTBUEM MX TUIIEP-
Tpodbun. DiekTpoHeiipomuorpadus BbinmojgHeHa y 187 mauu-
€HTOB: Y BCEX BBISBJICHBI IMATTEPHBI MUOTIATUIECKOTO TIpollecca
0e3 NMPU3HAKOB JeHepBalluy, CIIOHTAHHOW aKTUBHOCTU B BUIE
(ubpuIALMIA I MUOTOHUYECKUX (peHOMEHOB. Y 25 6oiib-
HbIX B Bo3pacTte oT 2 10 18 Mec. BbIsIBJIEH MOBBILIEHHBII YPOBEHb
KkpeaTuHpocHoKMHa3bl, JAKTATAEIUAPOreHas3bl, MEUYEHOUYHbIX
TpaHcamuHa3. Kpome Toro, y 10 G0JbHBIX TMAarHOCTUPOBAHBI
runeprpoduyeckas KapIMOMHUOMATUSI, PACCTPOICTBA bIXaHUSI.

118

MizKHapOAHHUH HEBPOOTIYHHH 2KypHad, p-ISSN 2224-0713, e-ISSN 2307-1419

N° 6 (92), 2017



NJ)

IpakTHKy0O40oMy HeBpoaory /To Practicing Neurologist/

Ilo pesynbraTam (hepMEeHTONMATHOCTUKM B CYXOUl Karuie KpoBU
y 5 GonbHBIX auarHocTrpoBaHa BI1. Bbiéodst. OtpeneneHsl oc-
HOBHBbIE XapaKTEPUCTUKU IPYIIIIBI CEJICKTUBHOTO TTOMCKA, B KOTO-
poii nuarnHoctuka BIT MeTonom dhepMeHTONMAarHOCTUKU B CyXOi
Karwie KpoBH siBisieTcst ahekTuBHOM. TaknmMu XapakKTepucTUKa-
MU SIBJISTIOTCSI: ayTOCOMHO-PELIECCUBHBII TUIT HACIEIOBAHMS 3200~
JIEBaHUST; IIMPOKUE BO3PACTHBIC MHTEPBAJIbI; MOBBILLIEHNE YPOBHS

N.O. Pichkur

National Children Specialized Hospital "OHMATDYT”, Kyiv, Ukraine

KpeatnH(ochOKMHA3BI, IEUEHOUHBIX TPAaHCAMUHA3; JTOKAIA3AITHS
MMOTIATUIECKOTO TTOPaKeHUsT (TTPEUMYIIIECTBEHHO MBIIIIIBI TTPOK-
CUMaJIbHBIX OT/AEJIOB KOHEYHOCTE! U TYJIOBMILA), XapaKTepHbIE
M3MEHEHMSI 10 JaHHBIM 3JIEKTPOHEpoMuorpadun; THIepTPO-
(uueckas kaparomuonarusi.

KioueBbie cj10Ba: 6onesns [loMme; (pepMEHTONNATHOCTHKA;
METOJ1 CyXOW Karjyd KpOBU

Pompe disease clinical and laboratory diagnosis optimization among other
hereditary neuromuscular diseases (literature review, own observations)

Abstract. Background. Analysis of Pompe disease (PD) clinical
features, determination of myopathic syndromes main charac-
teristics according to the results of clinical, laboratory and in-
strumental studies allowing to select such patients into screen-
ing group for PD enzyme diagnosis. Materials and methods.
In 2002—-2016, in the Center of orphan diseases a comprehen-
sive clinical and laboratory study was conducted in 614 patients
with clinical manifestations of hereditary neuromuscular disease.
There were 314 male and 300 female patients aged 2 months to
34 years. Results. In 78 patients, myopathy with dominant inheri-
tance was detected, further laboratory tests on PD haven’t been
conducted. In 98 patients, spinal muscular atrophy was diag-
nosed, in 70 — Duchenne primary muscular dystrophy, in 123 —
different forms of hereditary neurosensory neuropathy. Screening
group for PD detection using enzyme diagnosis method consisted
of 421 patients, who had unclassified myopathic syndromes char-
acterized by a heterogeneous clinical picture, in particular, gen-
eral muscle weakness without hypertrophy. Electroneuromyogra-

phy was performed in 187 patients: all of them showed patterns of
myopathic process without signs of denervation and spontaneous
activity (fibrillation or myotonic phenomena). In 25 patients aged
2 to 18 months, increased levels of creatine phosphokinase, lac-
tate dehydrogenase, and liver transaminases were detected. More-
over, in 10 patients, hypertrophic cardiomyopathy, respiratory
distress were revealed. According to enzyme diagnosis results,
PD in dried blood spot was diagnosed in 5 patients. Conclusions.
Main characteristics for the selective search group on PD were
determined, in which enzyme diagnosis in dried blood spot was
effective. Such characteristics are: autosomal recessive type of
disease inheritance; wide age intervals; increased levels of cre-
atine phosphokinase, hepatic transaminases; myopathic lesion
localization (predominantly in muscles of proximal parts of the
extremities and body), characteristic electroneuromyography
changes; hypertrophic cardiomyopathy.

Keywords: Pompe disease; enzyme diagnosis; dried blood spot
method
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