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KJIUMHHUYECKHU CJIYYAM CHOPAJIMYECKOM HACJEACTBEHHOM HEMPOIIATUH
C IPEJIPACITIOJIO)KEHHOCTBIO K ITAPAJIMYAM OT CJIABJEHUS

H.III. Ycenosa, b.A. Abopanosa,
Anvimocan yyny bonomoex, H.72K. Kenuwioekos

AHnHomauyus. OnucbiBaeTcs ofHa M3 peakux ¢OpM HacneaCTBEHHOW HelponaTuM C MpeapacrofnoXeHHOCTbIo
K mapanuMyamMm OT caaBlieHusl, NOATBEPXAEHHAs reHeTudecku. MaumeHTtka 35 neT Ha MPOTSHKEHUM HECKOMNbKUX NeT
oTMevana peuuauBupyOLME 3NU30Abl OHEMEHUst U crabocTM B KUCTSX, BO3HMKAOLWME MOcre MUHUMAarbHOMN
dusmyeckor Harpysku. HeBpomnormyeckmin OCMOTP BbISIBUNT YMEPEHHOE CHWXKEHWE Cunbl B KUCTSAX, NapecTte3uu
1 NErKy HENoBKOCTb MENKOW MOTOPUKW. OneKkTpoHerpomunorpadusi nokasana npusHakv MHOXECTBEHHOW 04aroBoW
OeMyenvHu3aLmnm, xapakTepHbole Ansa opMbl NonuHenponaTun. MeHeTuveckoe nccrnegoBaHne NoATBEPANUNO AeneLmnio
reHa nepudepuyeckoro muenuHooro 6enka 22 (17p11.2). MpeacTaBneHHbIR cryyan noAyvépKMBAET CIIOXHOCTb
OMarHoCTUKM HacreaCTBEHHOW HEMpOnaTum, CKITOHHOW K napanuyy OT CAaBMEHWsl, YacTylo MacKMpOBKYy 3aboneBaHus
noa TyHHernbHble HEBPOMNATUMN 1 HEOBXOAMMOCTb PaHHErO MCMONb30BaHUS 3MEKTPOHENpoMmorpadnm U reHeTUHeCKoro
aHanusa ans npegoTBpaLleHns He0OOCHOBAHHbIX XMPYPrMiYecKnx BMeLLaTenbCTB.

Knoueenble criosa: HacneacTBeHHast HeI7IpOI'IaTI/IF|; AeMUennHn3auns; HOﬂMHeﬁpOHaTMH; KOMNpeCcCUOoHHasA HeI7IpOI'IaTI/IF|;
reHeTn4yeckoe nccnegosaHue.

KBICBIJIYVIAH YJIAM ITAMJIA BOJTOH IIAJ OOPYCYHA BIKTATAH
TYKYM KYYMA HEMPOIIATUSAHBIH CIIOPA TUAJBIK KIUHUKAJBIK YUYPY

H.III. Ycenosa, b.A. A6opanoasa,
Anvimorcan yyny bonomoex, H.2K. Kenuwoekos

AHHomauyusi. Makanaga KbipreidactaH PecnybnuvkacbiHga OUPUMHYM KONy TeHeTMKanblK JKaKTaH TacTblKTanraH
KbICbINyyaaH yrnam Luan oopycyHa bikTaraH TYKyM KyymMa HeMponaTusiHbiH COPaausinbIK KMUHMKanbIK y4ypy cypeTTeneT.
35 xawwTarbl asn 6up Heye Xbin 600 a3 puankanbik Ky4TeH KMAMH nanga 60nroH KongopayH yryLly aHa ancbipoocy
MEHEH KalpbinraH. HeBpornorusnbik kapoo kon GynyyHaapbiHbH GMp a3 ancblpoocyH, NapecTe3nsiHbl xaHa Mavga
MOTOPWKAHbIH TOMOHOBLUYH KOPCOTKOH. OneKTpoHenmpomMuorpacus ydyyH MyHe34yy Kemn O4YOKTYy AeMUEnuHU3aums
GenrnnepuH aHblkTaraH. eHeTukanblk aHanu3 nepudepusnbik MUenvH 22 6enokTyH reHuHUH 17p11.2 geHrasnvHae
[eneunscbiH TacTbiKTaraH. byn KnuHuKanblK yvyyp AMarHO3yHyH TaTaangbirbiH, OOPYHYH Kemn y4vypAa TyHHenauk
HeBponaTusinap MeHeH YaTalThbIpbiMbIWbIH XaHa YybarbiHaa 3neKkTpoHelpomuorpadmusi MeHeH TreHeTuKanblK
TECTUPIeeHYH MaaHunyynyryH 6aca 6enrvnent.

TyliyHOyy ce30ep: TYyKyM Kyyma HeWponatusi; AeMUeNMHWU3auus; MonMHenponaTusi; KOMMNpeccussblik HerlponaTtus;
reHeTuKanblk TeCTUpes.

CASE OF HEREDITARY NEUROPATHY WITH LIABILITY
TO PRESSURE PALSIES

N.Sh. Usenova, B.A. Abdrapova,
Alimzhan uulu Bolotbek, N. Zh. Zhenishbekov

Abstract. This article presents genetically confirmed sporadic case of hereditary neuropathy with liability to pressure
palsies. A 35-year-old woman experienced recurrent episodes of numbness and hand weakness provoked by minimal
physical exertion over several years. Neurological examination revealed mild hand weakness, paresthesia, and
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reduced fine motor coordination. Electroneuromyography demonstrated multifocal demyelinating changes typical of
this disorder. Genetic testing confirmed a peripheral myelin protein 22 gene deletion (17p11.2). This case highlights the
diagnostic challenges of this polyneuropathy, its frequent misinterpretation as tunnel neuropathies, and the importance
of early NCS study and genetic testing to avoid unnecessary surgical interventions.

Keywords: hereditary neuropathy; demyelination; polyneuropathy; compression neuropathy; genetic testing.

BBenenne. Ilonmneiiponarnu,  CKIOHHBIC
K Pa3BUTHIO Mapajinyeil BCIEICTBUE CIABJICHHUS,
MIPECTABISIOT CO00H penkyro popMy HacCIIeACTBEH-
HBIX HEHPOIaTHil, XapaKTepU3YIOITYIOCS TOBBIIICH-
HOW ySI3BUMOCTBIO Tiepu(epHueCcKuX HEPBOB K Me-
XaHUYECKOMY BO3/ICHCTBUIO. Jake He3HAYUTEILHOE
JIABJICHUE WM HEyJI00HOE TOJOKEHUE KOHEYHO-
CTH MOXKET TIPUBOJIMTHh K BOZHUKHOBEHHUIO Mape30B
W 4yBCTBUTEIILHBIX Hapymenuil. Haubonee uzsecr-
HBIM TMPEACTABUTENIEM JTOW TPYMIIbI SBISETCS Ha-
CJIe/ICTBEHHAs] HEMpOMATHsl C TPEAPACIIONIOKEHHO-
CTBIO K TIapajinyaMm OT CIABJICHUS CBsI3aHHAs C Jie-
nerueit rena PMP22 na xpomocome 17pl11.2 [1, 2].

ITo nmaHHBIM SMUIEMUOIOTUYSCKUX HCCIE/I0-
BaHWH, pacrpoctpanénHocts HNPP Bapwupyer ot
0,8 1o 16 ciyuaes Ha 100 ThIC. HaceneHUs, OTHAKO
MIpY aKTUBHOM T€HETHYECKOM CKPUHHHTE TTOKa3aTe-
mu pocturaroT 0 1 cioyuas Ha 1 700 yenoBek, 4to
CBHJICTENBCTBYET O 3HAYUTEIHLHON HETOAMATHOCTH-
ke 3aboneBanus [3].

Kmunangecku HNPP mposiBnsiercss peruanBu-
PYIOIIMMH 3MU30/1aMd MOHOHEBPOMATUN pa3Jiny-
HOW JIOKaJTM3aIlMK — Yalle JIOKTeBOT0, MaiooepIio-
BOTO WJIM CPEJUHHOTO HEPBOB — C TMOCJIEIYIOIIUM
YaCTUYHBIM HJIM MOJHBIM BOCCTAHOBJICHUEM (PYHK-
nuu. M3-3a MHOTOOYaroBOro 1 HEPEAKO JBYCTOPOH-
HEro XapakTepa MOpPaKeHWH Takue CIydyad 4YacTo
OIIMOOYHO PACIICHUBAIOTCS KaK JBYCTOPOHHHE TyH-
HEJIbHbIC HEBPOIIATHH, YTO MPHUBOAUT K HEOOOCHO-
BaHHBIM XUPYPrUUECKUM BMeIaTeIbCcTBaM [4].

KittoueByto posib B MOCTaHOBKE AMAarHO3a Urpa-
eT JJeKTpoHeHpoMuorpadus, IMO3BOJISIONIAS BbI-
SIBUTH TUITWYHBIC TPU3HAKA MHOXKECTBEHHOM 0Uaro-
BOH JIEMHUETUHU3AIMN U MOATBEPAUTHh CUCTEMHBIN
XapakTep mopakeHus. | eHeTndeckoe ncciaeioBaHue
Ha jaeneruio PMP22 okoHYaTenbHO MOATBEpPIKIA-
€T IMarHo3.

Kananyecknii corydai

[TanuenTka, 35 yet, oOparniack ¢ xamodamMu
Ha TIOBTOPSIIOIIMECS AMU30/IbI OHEMEHUS IaJIbLICB
00enx KUCTEH W CHWKEHUE CHIIBI B PyKaxX, BO3HH-
KaloIUe MPEUMYIIECTBEHHO TM0CIe (PU3NYECKOM

Harpy3KH — TObEMA TKEIBIX CYMOK WM peOEHKa.
CHUMIITOMBI COXPAHSIOTCSI B TEUYEHHE HECKOJIbKUX
4acoB WJIM JHEH, WHOTAA COIPOBOXKIAIOTCS UYB-
CTBOM HEJIOBKOCTH IIPH 3aXBaTe MPeJMETOB.

U3 anammneza M3BECTHO, UTO TOJOOHBIC SIH-
3011l HAOJIONAIOTCS HA MPOTSHKEHUH HECKOJIbKUX
JIeT, UMEIOT PEIUINBHPYIOIINH XapaKkTep U MOCTe-
MIEHHO CTaHOBATCS Oosee yacTbiMH. [IpoBenéHHbIE
paHee Kypchl KOHCEPBATUBHOM TEpayy (BUTAMHUHBI
rpynnsl B, HeliponpoTekTopsl, hu3noieueHue) Bbl-
pakeHHoro 3¢ dexra He nanu.

Heeponoeuueckuti cmamyc. MplliedHas cujia
BEPXHUX KOHEYHOCTEH: YMEPEHHOE CHIKCHHE CH-
Tl crubareneld U pasrudaresneil kucteil, 0COOEHHO
TIPU CXKATHH TaJbIIEB B KyJak. UyBCTBHTENEHOCTS:
MapecTe3nyd U TUMECTe3Us B Majblax o0eux Kuc-
Tei, npenmyniecTBeHHO [-III mambIst.

Pegnexcor. CyxoxuibHble pediaekchl Bepx-
HUX KOHEYHOCTEH COXpaHEHBI, HEMHOTO CHIDKEHBI
B KUCTEBBIX CEIMEHTaX.

Koopounayus u menxas momopuxa. JI€rkast He-
VKJIFO)KECTh TPU BBIMOJIHEHUH MEITKOH MOTOPHKH,
CHIDKCHHUE JIOBKOCTH TTAJIBIICB.

Huorcnue xoneunocmu. be3 OTKIOHEHUM, HOP-
MaJsibHasl CHJIa U 9yBCTBUTEIHGHOCTb.

PesyabTarsl 06cae10BaHMii

MPT meiHoro oraeiia No3BOHOYHHUKA: 0e3 ma-
TOJIOTHH, MPU3HAKU KOMIPECCUU KOPEIIKOB U CTe-
HO3a OTCYTCTBYIOT.

Tnuxemust u HbA Ic: B ipenienax HOPMBI.

Ceponoeuueckue mecmol (Opynemnés, peBMa-
THU3M): OTpULIATEIbHBIE.

Jonnnepoepaghus cocyoos pyx: 6e3 reMoinHa-
MHUYECKH 3HAYMMBbIX HapyLICHUH.

Dnexmponetipovuocpaghus: TIPU3HAKA MHOXKeE-
CTBEHHOH 04YaroBOH JeMHEIMHU3ALNN BEPXHUX KO-
HeuHocTel, Tunnynbie st HNPP.

T'enemuueckoe uccrnedosanue: TONTBEPKIE-
Ha neneums rena PMP22, uro okoHYaTeabHO IOMI-
TBEp)KJAaeT JMarHo3 HACJIEJCTBEHHOW HeHponaTtuu
C TIPEAPACIIONOKECHHOCTRIO K MapajndaM OT CIaB-
nenus (pucyHok 1).
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3axntouenue  zenemuka.  PexoMeHI0BaHO
nanpHelee HaOMoneHne W NpodrIakTHKa I10-
BTOPHBIX DIU30/I0B KOMIIPECCHH, @ TAKIKE KOHCYIIb-
TUPOBAHUE CEMBH 10 HACJICACTBCHHOCTH.

OnexTpoHenpoMuorpadus: Ipu HCCICHA0Ba-
HUH B CTUMYILIIIHOHHOM PEXKUME BBISBICHO CHIKE-
HHE aMIUIUTYJ CEHCOPHOTO OTBETAa CO CPEJAMHHOIO

[ata B3aTus obpasua: 30.08.2025 09:26
[ata noctynnexvs obpasua:  01.09.2025 12:26
Bpau: 08.09.2025 18:15
[aTa nevyaTtv pesyneTarta: 30.09.2025

Wccneposanue PesyneTtar

HepBa jo 8 MKB crmpaBa u 10 10 MxB ciieBa npu
HopMe He MeHee 15 MkB (pucynku 2, 3).

Ilpu amanm3e CEHCOPHOH TMPOBOIMMOCTH
C JIOKTEBOT'O HEpBa OIPEAEICHO CHUKEHHE TeHepa-
IIUHM CCHCOPHOTO OTBETA C JIOKTEBOTO HEPBA HA BCEM
IpoTsbKeHUH 10 3-4 MKB, BbIpaxkeHHee Ha ypoBHE
JIOKTEBOTO cruda (pUCyHOK 4).

KoMMeHTapuit

Helponatusa ¢ napanuyamMi CM.KOMM.
OT caaenexus, PMP22,
Aeneunn ¥ Aynnukauvu

O6HapyxeHa aeneums reHa PMP22. Konuid reHa PMP22=1.
O6Hapy»eHa HacneaCTBeHHaA HeWponaTha C NOABEPXKEHHOCTLIO
napanuyy OoT caaBNeHus.

Mpoeoa1nock UcCnefoBaHUe Ha NpeaMeT BbiSBIEHUS HacneacreeHHon

Heupona'r W1 C NOABEPXKEHHOCTBIO Napannyy OT CAaBNEHWA.
Pe3ynbTar npunaraeTcs Ha oTAenbHOM 6naHke.

Pucynok 1 — Pe3ynbrarbl reHETHUECKOrO UCCIIETOBAHUS

Pucynok 2 — DHMI -nanHbIe ¢ CEHCOPHOTO CPETMHHOTO HEPBA CJieBa
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Pucynok 3 — DHMI -nanHble ¢ CEHCOPHOTO CPETMHHOTO HEPBA CIIpaBa
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Pucynok 4 — D9HMI -nanHbIE ¢ CEHCOPHOTO JIOKTEBOTO HEPBA CIICBA

Pucynox 5 — DHMI -nanHbIe ¢ MOTOPHOTO CPEAMHHOTO HEPBA CIIpaBa
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[Ipu uccrnenoBaHnu MOTOPHOW MPOBOAMMOCTHU
CO CPEMHHOTO HEpBa CIIpaBa oIpesesieH 010K mpo-
BEJICHHUS. MOTOPHOTO OTBETa Ha BCEM MPOTSHKCHUH,
rpy0ee Ha JUCTAIbHOM YPOBHE, MOTOPHBIH OTBET
cumxkeH ot 1,1 MB 1o 2,7 MB, 1ipu HOpMe HE MEHEE
10 MB (pucyHok 5).

BriBOabI:

1. HacnenctBeHHass Helponatusi ¢ Mpenpac-
MTOJIOKEHHOCTBIO K KOMITPECCHOHHBIM MTOPAKEHUSIM
HEPBOB 4YaCTO OCTA&TCS HEJOAMArHOCTUPOBAHHOM
M3-32 BapraOelbHOW KIIMHUKHU U CXOJICTBA C TIPHOO-
PETEHHBIMU TYHHEJIbHBIMU CUHIPOMAaMHU.

2. CBoeBpeMeHHasl TeHETHYECKasl TUarHOCTH-
Ka T03BOJIAET U30€KaTh MHOTOKPATHBIX HEHY>KHBIX
OTEPATUBHBIX BMEIIATEIBCTB M [UTUTEIBHOTO HEA(-
(hEKTHBHOTO JICUCHNSI.

3. Panuss mocraHoBKa OMarHosa BaykKHa IS
KOppEeKIHH 00pa3a >KU3HH, MPOPIIAKTUKU TOBTOP-
HBIX KOMIIPECCHH HEPBOB U MPABUIBHOTO BEIICHUS
MAIUEHTOB U UX CEME.

4. B OONBIIMHCTBE CIy4acB TyHHEIbHBIC
HEHpoONaTu acUMMETPUYHBI U MOPAXKAIOT OIUH

olpeeneHHbli HepB. IIpu n3MeHeHusX IBYCTOPOH-
HETO XapakTepa ¢ TopakeHHeM 2-X H 0oJiee HepBOB
MIPOBEJCHNC DJICKTPOHEHPOMHUOTPA(UH  SIBISICTCS
IVIaBHBIM METOJIOM UCCIIEIOBaHMs JaHHOTO 3a001e-
BaHUsl.

[Moctynuna: 15.12.2025;
peuensupoBana: 23.12.2025; npunsra: 30.12.2025.
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