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B. B. OP)KEIIIKOBCHKHUH (Kuis)

KJAIHIKO-HENPO®I3IOJOITYHI OCOBJUBOCTI HEPEBITY
CIHAJIKOBOI MOTOPHO-CEHCOPHOT HEVIPOIIATII I TUILY,
3VYMOBJIEHOI TAHIEMHOIO IYILIIKAIIEIO TEHA PMP22

Harmionampra Meguuna axkazgemis micasaunaomuoi ocsity im. I1. JI. Illymuka
<vasyl.orzheshkovskyi@gmail.com>

Hasedeno pesyavmamu kainixo-neiupodisionoziunozo docrioncenns 20 xeopux eikom 6id 20 do
56 poxis i3 cnadkosor momopno-cencopnor netponamicto (CMCH) I muny, sxux posnodi-
neno na 06t epynu: I — 10 oci6 3 niomeepoacenoro oynaixayiero zena PMP22; IT — 10 oci6 6es
Oynuixayii zena PMP22. Busnaueno eiominnocmi ¢ nepebizy CMCH y xeopux I zpynu ¢ nep-
wy uepzy y 6uziadi KAHIKO-HeupOPI3iono2iunux 03nax Gilvil 6UPANCETLOZ0 YPalceliis Hepeis
BEPXHIX KINYIBOK Mma 6Mmopunnoi amiompoii i mapkepni erexkmpomiozpagivmi nokasnuxu ois
CMCH I muny 3 dynuixauiero 2ena PMP22; smenwenns amnaimyou M-6ionoeidi n. ulnaris ma
n. medialis, ynosinorenns weudkocmi nowupents 30yoxcenns no Momopnux nepeax (n. medialis
ma n. ulnaris), a maxosxc 36invuienns pesudyaivroi ramenmuocmi n. ulnaris.

KimouoBi ciaoBa: anexcutumis, aymiikaiis rena PMP22, ciagkoBa MOTOPHO-CEHCOpPHA
Heiiponarig | tumny, crumyssiiiina eaxexrpomiorpadis.

Cnankosi dopmu HeliponaTii € ofHi€l 3 vacTuX (OpM XPOHIUHOI TTOJiHeponarii,
110, 32 JaHMMH PI3HUX aBTOPIB, MOKE CTAHOBHUTH [0 5 % 3arajibHOI KiJIbKOCTI IOJIiHE-
pormaTii B €Bpoteiichkiit momyJsiii [4]; ix wactota — He Mentre 1 na 2500 i BoHa 3HaYHO
rereporenna [1, 2, 5]. CnagkoBa MotopHo-ceHcopra neiiponaris (CMCH) e naiimormm-
PEHIIIOI0 TPYIOIO cepell CHagkoBux (GopM, Ma€ Haiibijbiie KIiHiYHEe 3HAYEHHS Ta PO3-
MOJTIJIAETHCS 3aJI€KHO BiJl IEPBUHHO YPA)KEHOTO KOMIIOHEHTA TiepudepuyHOro HepBa Ha
mienonatuunuii Turn (CMCH 1 tuiy, Giablil HONMPeHuii) i3 cerMeHTapHoIo rinepTpo-
diunoro nemieminizarmieio nHepsiB Ta akcononarnunuii (CMCH II tumy). Cepen CMCH
I Tumy 70—-80 % cranoButh ayrocoMHo-gominanTHa Gopma [lapko — Mapi-tyra 1A
(CMrt 1A) Tumy 3 tamngeMHoro aymaikamieio rena PMP22 B mokyci 17p11.2 [1, 2, 5].
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Mera gocuiJKeHHs — BU3HAYEHHS KIIHIKO-HelpodisiosoridHux ocobauBocrei
nepebiry crajgkoBoi MOTOPHO-CEHCOPHOI Heliponatii I THIly, 3yMOBJIEHOT TaHIEMHOIO
ayrutikaiieto rera PMP22 nopiBHsSIHO 3 1iepebiroM ciiaikoBoi MOTOPHO-CEHCOPHOT Hell-
ponatii 1poro Tumy 6e3 rereTudHoro aedexry B reni PMP22,

Marepiamu i Metomu. B nocrikenns Bkiodero 20 XxBopux 3 KJAIHIYHUMU O3HAKAMU
JMCTAIBHOT CUMETPUYHOI TIo/IiHeponarii, y SKux OyJIi BCi 03HAKKM CMAAKOBOI ATOJIOTI]
3 AyTOCOMHO-JIOMIHAHTHUM THUTIOM YCHAJKyBaHHS Ta MBUAKICHUMH eJleKTpoMioTpadid-
HIMH XapaKTePUCTHKAMU, HAHOIIbII XapakTepHUMU came [7ist fgemieminizyiouoi CMCH,
BikoM Big 20 10 56 POKiB; 0OCTEKEHUX PO3IOALIEHO Ha ABI rpynu. ljist TOYHOTrO BU3HA-
YeHHs B XpoMocoMHil misguti 17p11.2 kimprocti konifi rena PMP22 3actocoBano kisb-
KicHy moJsiMepasHo-jganirioroBy peakiiio (I1JIP) y peamxbpromy uaci 3 iHTEPKaTIOIOIUM
GapsuukoM SYBR Green I 3 Buxkopucrannsam ananisy STR-mapkepis D17S122, D175921,
D17S1358 Ta D17S2226. Kpurepisimu Bkouenns 1o I rpynu Oyia miarsepaikeHa TaH-
nemua gyrikaiis rera PMP22, no wei Bxoausmo 10 xBopux (6 40J0BiKiB Ta 4 JKiHKN),
cepeniit Bik — (38,10 £ 12,95) poky. Kpurepisimu Britouennst s1o 11 rpymu GyJia BigcyT-
HiCTb TaHAeMHOI ayrutikaiii rena PMP22 i neinentudikoBanuii renetuanuii gedexr, 10
Hei Bxozauso 10 xBopux (5 4oJIOBIKIB Ta 5 XKiHOK), cepeniii Bik — (36,10 = 14,62) poky.

Ycim marienTaM mpoBesieHO KIIIHIKO-HEBPOJIOTIYHE AOCTIKEHHS 3 BU3HAYEHHSIM
6amis 3a mkamoio TCNSS (Toronto Clinical Neuropathy Scoring System), neitpomna-
THIHUM aucdynkmionanbauM paxynkoM (H/P), a Takox cTumyasamiiiny esexTpomio-
rpacdito (EMT) na anapari «Heiipon-Crekrp-4/BIIM» (Pociiicbka @enepartis). EMI-
JOCJTIPKEHHS BKJI0YAI0 BU3HAUYeHHS aMIutiTyan M-Biamosini (AMB) Ta ii TpuBasocTi
(TpMB), pesuayasnbhoi gatentnocti (PJI), 6/10KiB mpoBemeHHs, T3HOT BiATOBIAI —
F-XBWIi, BUAKOCTI POCIOBCIOMKEHHs 30y mkents o motopaux (IITP3m — n. tibialis,
n. peroneus, n. medialis, n. ulnaris) Ta cerncopaux (IITP3c — n. saphenus, n. suralis,
n. medialis, n. ulnaris) HepBax HyKHIX 1 BepXHiX KiHI[iBOK. TaK0K IPOBEIEHO IICUXO-
JIOTiUHE MOCTiKEHHS 32 TOPOHTCHKOIO ajeKcuTuMiuHoto mkaaoio (TAILD).

YpaxoByIoun KiJIbKiCHUIT CKJIa/ TPYI, OTPUMaHUil MaTepian o6pobIeHOT MeTomaMu
OIIMCOBOI CTATHCTUKHU 3 BU3HAYECHHIM MeziaHu, 25 ta 75 % IPOLEHTIIIB, I/ IOPiB-
HSIHHS [BOX TPYN BUKOPUCTOBYBAJM HemapaMeTpUYHUU kputepii Manna — YiTHi.
Kputuunnii piBeHb TOCTOBIPHOCTI TP MEPEBIPIli CTATUCTUYHUX TIMIOTE3 y TAaHOMY 10-
caipkenni npuitmanu pisaum 0,05, P — mocsirayTuii piserb moctoBipHocTi. [liist 06-
POOKM BUKOPUCTOBYBa/N maker «Statistica 10».

PesyubraTy Ta ix o0ropopenns. 3a ganumu kiainiuaux mkaga TCNSS ta H/IP, y xBo-
pux 060X rpym Oy/au o3Haku abo MoMipHOI, abo BupakeHoi mosineiiponarii. Cepenniit
6as mkaan TCNSS 8 I rpyni cranosus 11,90 + 1,37, 8 II rpyni — 11,60 £ 0,97, mkaau
HAP — 14,70 = 2,83 ta 13,7 + 2,0 BignoBiHO i He MaJIW CTATUCTUYHO JOCTOBIPHOI Pi3-
HuUt. Y 4 xBopux I rpynu He BUSBIEHO BUPAKEHNX CKapr abo BOHU MaJii HEBU3HAYEHUI
XapakTep, 10 6e3MocepeIHbO He CTOCYBAIOCS TUIIOBOI KJIIHIYHOT KapTUHM, IPU 1[LOMY
y 2 XBOpHX He BifiMivanu TUIIOBY aTpodiio AMCTaIbHOI MyCKYyJIaTypy Hir i 6yia BiacyT-
Hs1 fechopMmaltist ¢cTOT 3a TUTIOM Tak 3Banoi croru Dpiapeiixa. /[iarnos y mux XBopux
BCTAHOBJIEHO HA MiJICTaBi B IepIly yepry BupaxkeHo 3aMmiHeHux EMI-miokasHukis Ta re-
HeTUYHOTO aHamizy. OnUH i3 XBOPUX, HE3BAKAIOUM HA HEBPOJIOTIYHUN AedilUT Ha yac
IPU30BY 10 apMii, TIPOIIOB cayk0y B apMii Ta € yaacuukom Goiosux aiit. [1le omumn
HAIi€HT Ha MOMEHT 3BepHeHHsT TpodeciiiHo 3aiiMaBCst CIOPTOM — GOMOBUMHU €IMHOOOD-
crBamu. Ile cBiuuTh mpo 3HAUHY BapiaberbHICTh (heHOTUITOBUX peastisaliiii 0HaKOBOTO
rereTuaHOTO fedbexty. Takox 3a pesysbratamu TAIIL B 1 rpymi BusHaueHo MeiaHy Oasa
Bix 251 75 % nponentussimu — 71 (65—76), 1110 BUXoausao 3a Mexki Hopmu (62 Ta HIK-
4e) i BigmoBizaso, 3rigno 3 ganmmu inctutyTy iM. B. M. bexrtepesa [3], anexcutnmii y
XBOPUX 3 ICUXOCOMAaTHYHUMU po3jafgamMu. O3HaKN aJleKCUTUMil, MOKJTUBO, TIOSICHIOIOTh
BiICYTHICTb y YaCTHMHU XBOPUX TUIOBUX cKapr. ¥ 2 xBopux | rpymm BikoM Bix 20 1o
29 pokiB Bingmivaau, KpiM M's130B01 aTpodii AUCTATBHUX BiIi/IiB HIKHIX KiHI[IBOK, TI0-
MipHY aTpodiio M’s13iB IUCTAIBHUX BiJIiIiB BEPXHIX KiHIIIBOK, IEPEBAKHO yIbHAPHOI
rpymu, siki y xgopux BikoM Bix 30 10 39 (2 ocobu) pokis, ocobmBo crapiie 40 pokis
(4 ocobu), 36iJMBIIUINCH 10 BUPaKEHUX 3 TPyOUM oOMekeHHsIM (ByHKILT. Y XBOPHUX
IT rpymu niepebir 6yB OiIbII CIPUSTAMBUM Ta HE MTPU3BOANB 10 TPYOUX (DYHKITOHATBHUX
HOpYIIeHb BePXHiX KiHIiBOK. Pesysabratn EMT-gociikeHHst HaBegeHo B TabJIuIIL.
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OPUTHHAJIBHBIE UCCJIE/JOBAHHN A

OcHoBHI eleKTpoMiorpadiuHi NOKa3HUKU XBOPHX 000X Py

I rpyma (n = 10)

II rpyma (n = 10)

Hokazmiic memiana (25-75 %) | memiana (25-75 %) P
AMB y nucranbHiit Touni n. ulnaris, MB 1,72 (0,63-3,02) 6,65 (4,29-7,34) =0,018*
AMB y npomixHiit Touri n. ulnaris, MB 1,38 (0,59-2,28) 5,96 (2,15-7,05) =0,03*
AMB y npokcuMmasbHiil Touni n. ulnaris, mB 1,70 (0,06-1,77) 5,47 (2,50-6,54) > 0,05
IIP3wm n. ulnaris, 1-2 m/c 24,8 (19,1-27,3) 57,1 (48,4-62,5) = 0,047*
IIP3wm n. ulnaris, 2—-3 m/c 24,2 (17,6-37,1) 46,1 (22,7-56,4) > 0,05
PJI n. ulnaris, mc 5,93 (5,26-7,45) 1,80 (1,74-1,85) =0,037*
AMB y nucranbhiii Touni n. medialis, MB 2,11 (0,75-3,00) 5,42 (3,69-7,04) = 0,022*
AMB y npokcumMaibHiii touri n. medialis, MB 1,33 (0,77-1,60) 3,64 (2,41-6,68) = 0,041*
TpMsB y aucranbhiit Toumni n. medialis, mc 8,77 (7,77-12,62) 6,35 (5,71-6,81) =0,034*
IP3Mm n. medialis. m/c 17,4 (15,9-20,9) 51,5 (41,5-56,4) = 0,008*
PJI n. medialis, mc 7,15 (6,14-8,10) 2,61 (2,56-3,55) > 0,05
AMB y muctanbHiii Touni n. tibialis, MmB 1,09 (0,93-3,22) 2,45 (0,27-6,68) > 0,05
AMB y npokcumanbHiit Touni n. tibialis, MB 0,78 (0,10-1,75) 1,57 (0,23-4,25) > 0,05
IIIP3wm n. tibialis, m/c 32,3 (29,8-34,3) 33,8 (30,2-45,7) > 0,05
PJI n. tibialis, mc 6,78 (3,31-12,40) 1,75 (1,63-2,27) > 0,05
AMB y nucranpHiii TOulli n. peroneus, MmB 0,23 (0,18-0,28) 0,40 (0,18-1,39) > 0,05
AMB y npokcuMasbHiil Toulli n. peroneus, MB 0,24 (0,19-0,87) 0,39 (0,19-1,27) > 0,05
IITP3m n. peroneus, M/c 23,1 (22,1-35,4) 40,3 (30,0-42,7) > 0,05
PJI n. peroneus, mMc 6,39 (5,85-8,29) 2,11 (1,70-5,72) > 0,05
[IIP3c n. ulnaris, m/c 20,4 (16,4-47,2) 49,3 (35,7-56,9) > 0,05
IIP3c n. medialis, m/c 17,5 (12,1-40,7) 41,3 (25,3-41,6) > 0,05
IIIP3c n. saphenus, m/c 50,3 (45,3-55,3) 42,0 (39,4-44,6) > 0,05

¥V Tabsuii HaBeeHo HeitpodisiosoTiuHi 03HAKN BUPAKEHOTO YPaskKeHHSI MOTOPHUX
BOJIOKOH HEPBiB HIKHIX KiHI[IBOK Ta CEHCOPHUX HEPBIB, 10 00'€IHYE ABi IPYIIN XBOPUX.
Paszom 3 Tum cratuctruno poctoBipHo B I rpymi 3minoBammcsa taki EKI-mokasnuku:
3MEHIIEeHHsT aMILIi Ty iu M-BiAOBiAl B AMCTaNbHIN Ta NPOMIKHINA Toukax n. ulnaris, B
AMCTANBHIN i TpoKcHMasbHiil Toukax n. medialis, ymosimpaena [ITP3m mo n. medialis
ta Mizk I it IT Toukamu n. ulnaris, a Takox 36i/bIIeHa pe3uyaabHa JaTeHTHICTH 1. ulnaris
i TpuBanicts M-Bignosizai B gucranbuiil rouni n.medialis. 11i 3mMinu cBiguaThb 1po OGiabin
BUpakeHe YPasKeHHS HEPBiB BEPXHIX KIiHITIBOK Ta IX PAaHHE BTATHEHHS B MATOJOTIYHUI
mpollec AemMiesinisanii y xgopux | rpymnu.

BucuoBku. 1. CMCH I Tumy, 3ymMoBJieHa TaHAEMHOIO ayIlIikaiieo rena PMP22,
Mae Jiesaky BigminnicTs Bigy CMCH 1poro camoro tumy 6e3 reHeTH4HOro gedeKTy B reHi
PMP22, B nepiny yepry KJIiHiKO-HeHpodiziomoriuHuMu o3HakaMu OiIbIill BUPAsKEHOTO
ypaskeHHsI HEPBIB BEPXHIX KiHIIIBOK Ta BiJIOBiHO BTOpUHHOI amioTpodii. MenoTuo-
Ba peasizallisi TeHeTHYHOTO AeeKTy 3aBAsSKU (haKTopaM croco0y KUTTS MOKE MaTH
BUCOKY BapiaOesbHICTh 1 y JesTKUX XBOPUX OiJIbIII CIPUATINBUAN XapakTep. AJIEKCUTUMIst
MO’Ke BIUTMBATH HA BUPAKEHICTH i CTPYKTYpPY ckapr. 2. Mapkepanmu EMI-nokasnnkamm
U1 MOKJINBOTO BUAOKpeMients xpopux i3 CMCH 1 turmy, 00yMOBJIEHOIO TaHAEMHOIO
ayrutikaiieto rera PMP22, Mmoske OyTu 3MeHIIeHHsT aMIIiTy i M-BiAmoBiai B qucrasib-
Hiil Ta MPOMiKHIN ToYkax n. ulnaris, B iucTanbHiii i mpokcuMasbHiil Toukax n. medialis,
ynosizbaenHst IITP3m no n. medialis ta mizk I ta IT Toukamu n. ulnaris, a Takox 36i7b-
IEHHST Pe3U/IyaabHOI JJaTeHTHOCTI n. ulnaris. IlepcrieKTUBHUM y MOJAIBIIIOMY BUBYEH-
Hi € BU3HAYEHHS MapKepHUX MOKA3HUKIB IHITUX IHCTPYMEHTATbHUX METO/IIB.
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KJIMHUKO-HEMPODOU3NOJJOTUUYECKNE OCOBEHHOCTHU
TEYEHUY HACJEJCTBEHHOM MOTOPHO-CEHCOPHOWM HEMPOTIATUN T TUTIA,
OBYCJIOBJIEHHBIX TAHJIEMHOW IYIIJINKAITMEN TEHA PMP22

B. B. Opacewrxoscxuii (Kues)

[TpuBesieHbI pe3yIbTaThl KINHIKO-HEHPODUNOJOrNIecKoro uceyaenoBanmst 20 maieHToB B BO3-
pacre ot 20 110 56 JieT ¢ HacseACTBEHHOI MoTOpHO-ceHcopHoil Hellponatueii (HMCH) I turma, KoTopbix
pasmenuu Ha aBe rpynmel [ — 10 nuir ¢ moaTBepxkaénnoi aymmkanuein rena PMP22; 1T — 10 sun
6e3 eé pymmmkaiuu rera PMP22. Onpenesenst pasiuuust B teueiut HMCH y nanuenTos I rpyrins
B [IEPBYIO OYepe/b B BUE KJIMHUKO-HEHPOPU3MOTOrMIeCKUX IPU3HAKOB (0Jiee BIPasKEHHOTO Mopa-
SKEHUST HePBOB BEPXHUX KOHEYHOCTEH M BTOPHYHOI aMHOTPO(dHHM, a TaKkKe MapKEPHbIE 2JIEKTPOMHO-
rpaduueckue mokazaresu 11 HMCH [ tuna ¢ gynimkarueit rera PMP22; ymenbinenne aMminTy bt
M-orBera n. ulnaris u n. medialis, 3amMeyIeHre CKOPOCTH PACIIPOCTPAHEHHS BO3OYKAEHUS 10 MOTOP-
HbiM HepBaM (n. medialis u n. ulnaris), a Takke yBesMueHue pe3uyaabHON JTATEHTHOCTH N. ulnaris.

KialoueBble ciaoBa: asekcutumus, aynaukainusg rena PMP22, naciencrBeHHass  MOTOPHO-
CeHCOpHas HeffponaTtus I Tuma, CTUMYJIAINOHHAS 2JIeKTPOMUOTrpadus.

CLINICAL AND NEUROPHYSIOLOGICAL FEATURES
OF A CURRENT OF HEREDITARY MOTOR AND SENSORY NEUROPATHY I TYPE,
CAUSED BY A TANDEM REPEAT OF A GENE PMP22

V. V. Orzheshkovskyi (Kyiv, Ukraine)

Shupyk National medical academy of postgraduate education

Results of a clinical and neurophysiological research of 20 patients aged from 20 up to 56 years
with the hereditary motor and sensory neuropathy (HMSN) I type which were divided into 2 groups —
10 with the confirmed duplication of a gene PMP22 and 10 without it are given in article. Differ-
ences a current of HMSN at patients I groups first of all in the form of clinical and neurophysiologi-
cal signs of more expressed damage of nerves of upper extremities and secondary amyotrophy, and
also marker indicators of nerve conduction studies for HMSN I type with duplication of a gene PMP22,
namely decrease of Ulnar and Median compound motor action potential amplitude, delay of Median
and Ulnar motor NCV and also increase Ulnar motor residual latency are defined.

Key words: alexithymia, duplication of a gene of PMP22, hereditary motor and sensory neu-
ropathy I type, Nerve Conduction Studies.
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