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HEREDITARY MOTOR-SENSORY NEUROPATHY: EPI-
DEMIOLOGICAL, CLINICAL AND GENETIC ASPECTS

Introduction. The epidemiological, clinical-genetic aspects of
hereditary motor-sensory neuropathy (HMSN) have been considered in
the article. HMSN are the heterogeneous group of hereditary diseases
characterized by the injury of the axon and myelin sheath of peripheral
nerves; HMSN manifest a marked significant clinical polymorphism with
a broad distinction of phenotype; different type of inheritance; features of
the clinical course, electroneuromyographic and morfohistochemical
changes; chronic slowly progressive course.

NMSN epidemiologyis characterized by a broad prevalence in all
world populations and makes up ranging from 10 to 40 morbid events by
100 000 people with significant differences in distinct populations. The
basic NMSN clinical manifestations are muscle weakness and atrophy,
predominantly in the distal lower extremities, extending as far as disease
development in the distal upper extremities; moderate decrease in
sensitivity; changing of the foot shape; gradual onset and slow progress
with the development of significant defect within 1-2 decades. At the
present more than 29 genes in which mutations lead to HMSN
development have been identified. According to the classification by Dyck
PJ and Lambert EH 7 types of NMSN are specified. Taking in account
conduction velocity (CV) in motor fibers of the median nerve in
accordance with Harding and Thomas NMSN types are distinguished: 1)
demyelinating (SV <38 m/s); 2) axonal (SV > 38 m/s) 3) intermediate (SV
25-45 m/s).

Discussion In consideration of that at the present NMSN pathogenetic
therapy methods have not been developed early diagnosis and disease
prevention in following generations have great important in disease
prevention that causes the necessity of their further study and refinement
of an integrated clinical and genetic testing of this disease.

Keywords: hereditary motor-sensory neuropathy, epidemiology,
clinical manifestations, genetic polymorphism, inheritance patterns.
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HACJIEACTBEHHBIE MOTO-CEHCOPHbBIE HEMPOIIATHU:
SINIAEMHUAOJJOI'MYECKUE U KIIMHUKO-TEHETUYECKHUE
ACIEKTBI

B cratee paccMOTpeHBl JNUAEMUOJIOTUYECKHE M KIMHUKO-
TEeHETUYECKUE aCIEKThl HACIEACTBEHHBIX MOTO-CEHCOPHBIX HeHponaTHii
(HMCH) — rereporeHHOH TIpymnmbl HacleJICTBEHHBIX 3a00JICBaHUH Iie-
pudepruIecKnx HEPBOB, BRIPAKEHHBIM KIMHUIECKUM ITOIUMOP(HU3MOM,
Pa3IUYIHBIM THUIIOM HACIIEAOBAaHHS, 0COOCHHOCTSIMH JIEKTPOHEHPOMHUO-
rpa¢pudeckux ¥ MOP(HOTHCTOXUMHUYECKUX H3MEHEHHIl; XPOHHYECKUM
MEJICHHO ITPOTPECCUPYIOIINM TeUEHHEM.
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BBenenue

J. Clin. Exp. Med. Res., 2015;3(1):15-24

Pacnpoctpanennocts HMCH cocraBnsier 10-40:100ThIc. HaceneHus ¢
CYIIECTBEHHBIMU Pa3IUYMsMU B OTACNBHBIX MOMymAnusax. Knuanmdeckn
ocHoBHBIe popmbl HMCH nposBisttores: cnabocTbio u atpodueii MBI
KOHEYHOCTEH, CHIDKCHHE UYBCTBUTEIHHOCTH B KOHEYHOCTSIX, H3MCHE-
HHEM (OPMBI CTOIBI, MEIUICHHBIM NporpeccupoBanueM. CoBpeMeHHas
kiaccudukanuss HMCH ocHOBbIBaeTCs Ha JaHHBIX AJIEKTPO(U3UOIIO-
THYECKUX MOP(]OIIOTHYECKUX METOJIOB UCCIIEIOBAHUS M XapaKkTepe Io-
pakeHUs nepudepuIecKux HepBOB. BHIAEIAIOT 1eMHENHHU3UPYIOINH,
akcoHanbHbIM U npomexyTounsli Tunsl HMCH. K Hacrosimemy Bpe-
MeHH KapTupoBaHO Oonee 40 jokycoB, orBedaromux 3a HMCH; nnen-
THUIHPOBaHO Ooiee 29 TeHOB, MyTallid B KOTOPBIX NPUBOIAT K pas-
BUTHIO 3a0oineBaHua. Hambomee dYacTo MOJIEKyNSPHO-TEHETHYECKHE
JeeKThl IPOUCXOIAT B Oenkax: nepudepruaeckoro Muennaa reaka PMP
22, muenuHa rera PO, xonnexcuna 32, dakropa panHero pocra 2 (EGR
2). Haubonpiiee 3Hauenue B mpexymnpexaeHuss HMCH B mocnenyto-
IIMX TOKOJICHUSIX IPHOOpETaeT paHHss TUarHOCTUKA 3a00JIeBaHHsI.

KaioueBble cioBa: HacleJCTBEHHbIE MOTO-CEHCOPHBIE HeHpoma-
THH, SIHUJACMHOJIOTHSA, CHMIITOMATHKA, KIWHHUKO-TCHCTHYCCKUC TUIIHI,
TCHETHYCCKUI MOTUMOP(PH3M.

CIIAIKOBI MOTO-CEHCOPHI HEHWPOIIATII: EIIJIEMIO-
JIOI'TYHI TA KJITHIKO-TEHETUYHI ACIIEKTH

VY cTarTi pO3IIISIHYTI €IiIeMIOJIOTIUHI Ta KIIIHIKO-TeHETHYHI aCIICKTH
CHaJKOBUX MOTO-ceHcopHHX Helpomnartiii (HMCH) — rereporennoi rpy-
M CIIaJIKOBHUX 3aXBOPIOBaHb NepH(pEpUUHUX HEPBIB, BUPAKEHUM KITiHi-
YHUM TOJIMOP(}I3MOM, PI3HUM THIIOM CIaJKOEMCTBA, OCOOIHMBOCTIMHU
esneKTpoHelipomiorpadiyHux 1 MOp(HOTrUCTOXMMIYHUX 3MiH; XPOHIYHOIO
NOBLIBHO nporpecytounm nepedirom. [ommpenicts HMCH cknanae 10-
40:100THC. HaceNeHHS 3 ICTOTHIMH BiIMIHHOCTSIMH B OKPEMHUX ITOMYJIS-
uisx. Kniniuao ocHoBHi ¢popmu HMCH BUSBISAIOTECS CIaOKICTIO i aT-
podiero M'A3iB KiHIIBOK, 3HI)KEHHSIM YYTJIMBOCTI B KiHIIIBKaX, 3MiHOIO
dopmu cromm, moBuTEHUM TporpecoM. CydacHa kmacudikamis HMCH
TPYHTYETHCS HAa JaHUX EICKTPOPi3i0oIoTigHIX MOPQOIOTIYHIX METOIIB
JIOCJIIIKEHHS Ta XapaKTepy MopasKy NepudepruIHuX HepBiB. BUIinsaoTs
JIeMI€NiHI3yI0uni, akcoHaiabHUi 1 npomixuuii Timn HMCH. o rteme-
pilIHBOTO Yacy KapTipoBaHo Oiiblie 40 JIOKYCOB, 11O BiJIOBIIAIOTH 3a
HMCH; inentudikoBano Oinbliie 29 reHiB, MyTalii B SKUX MPHUBOISTH
JI0 PO3BUTKY 3aXBOpIoBaHHs. Haifuacrilie MOJeKyJIsipHO-TEHETHUYHI Jie-
(exTH BinOyBaroThCs B Olnkax: nepudepudHoro Mieniny resa PMP 22,
mieniny resa PO, konHekcuHa 32, ynHHUKa paHHboro 3poctanHs 2 (EGR
2). Haiibinbmre 3naueHss B 3armodiranai HMCH B momanbInx MOKOJIiH-
HIX HaOyBa€ paHHS J1iarHOCTHKA 3aXBOPIOBAHHSL.

KaiouoBi ciioBa: criasikoBi MOTO-CEHCOpHI Heiponarii, emigemiono-
Tisl, CAMITOMATHKA, KJIIHIKO-TEHETHYH] TUIH, TeHETUYHUH MOJTIMOp(i3M.

ABTOp, OTBETCTBEHHBIIi 32 KOppecnoHAeHIHIO: * iragovbah@yandex.ru

TEIbHBIX U CEHCOPHBIX HAapyLICHUH, a TaKXKe Xa-

AKTYyalbHOCTh M3yYEHHUS] HACIIEACTBEHHBIX MO-
To-ceHcopHbix Helponatuii (HMCH) obycnoBiena
UX LIUPOKOH pPaclpOCTPaHEHHOCTHbIO B MOIYJISIIU-
SIX, HOPKEHUEM MPEUMYLIECTBEHHO JIUL] MOJIOJO0TO
BO3pacTa M TSDKEJbIM TEYEHHEM C BBICOKOW cTere-
Hpr0 uHBanMau3zanuu. HMCH, sBissice 3a0oiieBa-
HUEeM TepuepuIecKoil HEPBHOW CHCTEMBI, BBI3HI-
BaIOT CJIOXHBIA M BapuaOeTbHBI KOMIUIEKC JBUTA-
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PaKTEPHYI0 TUHAMUKY KIMHWUYECKHUX TPOSBICHUH,
KOTOpast OIpenensieTcs He TOJBKO 0COOCHHOCTSIMHU
HUX TEHETUYECKOW NpUPOIbl, HO U 3aKOHOMEPHO-
CcTsIMH  MOP(O-PYHKIMOHATBPHON OpraHu3allui  Iie-
pudepudeckoit HepBHOW cucteMbl. HMCH xapak-
TEPU3YIOTCS YPE3BBIYAHBIM MHOTO0Opa3HeM HO-
30JIOTMIECKHX (POPM, TCHETHYECKOH TeTepOreHHO-
CTBIO W BBIPAKEHHBIM KIIMHUYECKUM TOJIUMOpHHU3-
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MOM, YTO 3HAYUTENBHO 3aTPyAHSET WX KIMHHUYE-
CKYyIO0 JWAarHOCTHKYy. YYHTBIBas TO, YTO HA CEro-
JHALTHUH 1€Hb HE pa3paboTaHbl METO/IBI TATOTCHE-
TUYECKOHM Tepamuy NaHHOW TPYNIBl 3a00JIeBaHUi,
0oJIbIIIOE TIPAKTHYECKOE 3HAYEHHE NPHOOpeTaeT ux
paHHAS INpecUMITOMaTH4yecKass IUAarHOCTHKa, a
TaKOKe MpeaynpexaeHre 3a00JIeBaEMOCTH B 1OCIIe-
JYIOILINX MOKOJICHUSIX.

HMCH - rereporeHHas rpymnmna HacleJICTBEH-
HBIX 3a00J€BaHMH, XapaKTEPU3YIOUIUXCS IOpake-
HHEM OCEBOTO HWJIMHIAPA U MUEINHOBOH 000JI0YKH
nepudeprIeckux HEPBOB, MPOSBISIOMINXCS BBIpa-
JKEHHBIM KJIMHHYECKUM IOTUMOP(HHU3MOM C IMIHUPO-
KO#l BapnaOeIbHOCTHIO (PEHOTHIA; Pa3THMIHBIM TH-
IIOM HACJIEIOBaHMs, OCOOCHHOCTAMHU TEUCHHUS,
ANIEKTPOHEHPOMHOTpadHUIECKUX U MOP(POTUCTOXHU-
MUYECKUX W3MEHEHHH; XPOHUYECKHUM MEJIEHHO
MpoTpeccupyromumM Tedesuem [1].

HMCH - camas pacmpocTpaHeHHasi HO30JIOTHS
B CTPYKTYPE MOHOTCHHBIX HACJIEACTBCHHBIX OO0JIE3-
Hell HepBHOW cuctemMbl. HMCH Mano BnusitoT Ha
MPOJODKUTENFHOCTD KU3HH, YTO NPHUBOJIUT K 3HAa-
YUTEJIIFHOMY WX HaKOIUICHHIO B CEMbSIX M B IOIY-
msmsax B nenoM. Yacrora Bcex HMCH B oOmieit
nonymsinun cocrapiser 1:3000 yenosek. OOnanas
BBIPDOKCHHBIM KJIMHHYECKUM IOJIUMOPHHU3MOM |
6OMBIINM KOJWYECTBOM CYOKIMHHYECKHUX CIydaeB
HCMH sBasitoTcst CIOKHBIM OOBEKTOM ISl TIOMY-
JSILUOHHO-TEHETUYECKUX HccaenoBaHuil. DyHna-
MEHTaJIbHbIE TOIYJISIIINOHHO-TEHETHYECKNE HCCIle-
nmoBanuss HMCH Opum mpoBenmeHsl B 3amagHON
Hopeernn  (pacmpocTpaHeHHOCTH
41:100teIc. Hacenenus), Wrtammm (40:100 TbIC.),
Ucnannn (28,2:100 T1BIC.). B M3y4eHHBIX cpenHe-

COCTaBJIACT

aspatckux nomymanusx HMCH  dukcupyrores
penko; Tak, B Typkmenun (Amxabam) pacrpocrpa-
HeHHocTh HMCH cocraBnser 2,13:100 ThIC. cpean
TypkmeH u 3,8:100 ThIC. cpenu pycckux. B uzyueH-
HBIX POCCHICKHX HONYISAIMSIX HauOoJiee BBICOKas
pacnopoctpanénHocts HCMH ormeuaercs B Ku-
poBckoit obmactu — 16,3:100 Teic. HaceneHus, B
Boponexckoii obmactu - 12,5:100 ThIc. HaceneHus,
B Mopaosuu - 9,8 : 100 thIC., B KpacHomapckom
kpae — 9,2:100 TbIC. HaceneHus. B Ykpaune smu-
JIEMHOJIOTHYECKHE HCCICIOBAHMSA IPOBOIIIINCH
JUIIb B OTAENBHBIX PErvuoHax; Tak, B JloHeukoi
obnactu pacnpoctpanenHoctb HMCH coctaBnsier
4,8:100 TeIC. HacemeHus[2].

Bripaxennas rereporeanocts HMCH npu 3na-

YUTCJIBbHOM CXOJACTBC KIMHHUYCCKUX TMIPOSABICHUIL
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CYIIECTBEHHO 3aTPYAHSCT JUATHOCTHKY OTAENbHBIX
TCHETHYECKUX BApPHAHTOB, 4YTO OOYyCIaBIMBACT
HEOOXOANMOCTD COBEPIICHCTBOBAHNS CHCTEMATHKH
9TOH rpynmsl 3aboneBanmii [1].

[epBonauansHas knaccudukanus HMCH 6bua
npeanoxena B 1968r. P.J. Dyck u E.H. Lambert,
coryacHoO kotopod BeiaenstoT 7 tunos HMCH
(tabn.1) [1,3].

B Hacrosiiee BpeMsi B CBSI3U CO CTPEMMTEINb-
HBIM TPOTPECCOM MOJIEKYJSIPHON T€HETHMKH Kiac-
cudpukannss HMCH mocTossHHO MeHseTcs U TOTOJI-
HieTcsl. JIOCTUTHYTBI B TOCIEOHUE IECATHICTHUS
MPOTPECC B BBIABICHHMH T'€HETHYECKUX OCHOB
HMCH mno3BomuI TO-HOBOMY pacCMOTPETh HX
ki1accudukanmio u natoreHes. K Hacrosmemy Bpe-
MeHHM KapTupoBaHO Ooiee 40 IOKycoB, OTBedaro-
mmx 3a HMCH; uaentudunuposano 6onee 29 re-
HOB, MYTallUd B KOTOPBIX HPHUBOJAT K Pa3BUTHUIO
3a00JIeBaHuUs, U X MOUCK MPOJOIDKAETCS.

Cospemennas knaccupuxanuss HMCH ocHOBBI-
BaeTcs HA J@HHBIX JJICKTPO(YU3UOIOTHUCCKUX
MOPQOIOTHYECKUX METOAOB HCCIIEIAOBAHUS, a TaK-
KE XapakTepa IMOpPaKCHHS NepH(EepUUECKUX He-
pBOB. MeX1yHapOIHBIM KOHCOPIIMYMOM II0 HCCIIe-
JIOBaHUIO
3a00JieBaHUN B KayecTBE IIOPOTOBOTO 3HAYCHUS
ckopoctu nposeaeHus umnyisca (CIIN) mo neura-

HaCJICACTBCHHbBIX HEPBHO-MBIIMICYHBIX

TENbHBIM BOJOKHAM CPEIUHHOTO HEpBa IPHHST
nokaszarenpb 38 m/c. Ha ocnoBanuu CIIU no nBura-
TENBHBIM BOJIOKHAM CPEAMHHOTO HEepBa M OCOOCH-
HOCTSIM MOP(OJIOTHYECKOTO AeeKTa B CTPYKTYpax
nepudepuIecknXx HEPBOB BBIJEISIOT CIEIYIOIINE
tunel HMCH: 1) nemuenmamupyrommii (CIINU <
38 m/c); 2) akconampnbiii (CIIN > 38 m/c); 3) mpo-
MexxyTounslid Bapuant (CITU 25-45 m/c). B tabnu-
e 2 mpeicTaBieHa COBPEMEHHAs! KIIaCCU(DHUKAIIHS
ocuoBubix TuoB HMCH [1,4-7].

Hemuenuumsupytomue Bapuantst HMCH xa-
paxtepusyrorcsi cHmxkenuem CIIU no nepudepuye-
CKMM HEpBaM W IPU3HAKaMH MX CErMEHTapHOH Jie-
MuenuHu3anuu. MnentudunmuposaHo 7 reHOB, My-
TallM¥ B KOTOPBIX HPUBOAAT K Pa3BUTHIO pas3iiny-
HBIX BapuaHToOB JAemuenuHmsupyromux HMCH.
[IponykramMu JaHHBIX TEHOB SIBISIOTCS CTPYKTYp-
Hble OENKH UIBAHHOBCKMX KJIETOK MHUEIMHOBOM
000JI0YKH, TPAHCKPHUIIHOHHBIE (aKTOPbI peryJis-
LUK SKCIPECCUN MHUEINHOBBIX T€HOB, a TaKkxke Oel-
Kd, GOpMUpYIOLIE HOHHBbIE KaHAJbI TJIMU M JIOKa-
JM30BaHHbIE B IiepexBarax PaHBbe.
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Taoauma 1

K.naccn(l)mcauml HaCJECJICTBEHHBIX MOTOPHO-CEHCOPHBIX HeBpOHaTHﬁ
(mo P.J. Dyck m E.H. Lambert, 1968r.)

Tun nacneo- Kniouegvie npusnaxu
CMEEHHOU MOMOPHO-
CeHCOPHOIL Hesponamuu
(HMCH)

HMCH I Tuma AyTtocomMHO-nomMuHaHTHOE (AJ]) HacienoBaHNe, HI3Kask CKOPOCTH MTPOBEACHUS
BO30YXKIICHISI [T0 HEPBaM (JeMHUETHHU3NPYIomui BapuanT 6osxe3an lapko-Mapu-
Tyra)

HMCH II tnna AyTOCOMHO-AOMHUHAHTHOE HacJIeJOBaHUE, HOpMaJIbHAsl NIU HE3HAUUTENBHO CHU-
XKEHast CKOPOCTh IIPOBEACHUS BO30YKICHHS I10 HEpBaM (aKCOHAIBHBIN BapHaHT
6one3nu llapko-Mapu-Tyra)

HMCH III Tuna [peanonoxuTensHO ayToCOMHO-penieccuBHOe (AP) HacnenoBanue, rpyObIid
HEBPOJIOTUYECKUH AeDUINT, Pe3KOe CHIKEHUE CKOPOCTHU IPOBEICHHS BO30Y X 1e-
HUsE 0 HepBaM (Oonesns [exepun-Corra)

HMCH 1V tuna Bonesus Pedcyma

HMCH V Tuna AyTOCOMHO-ZIOMUHAHTHOE HACJIeJOBaHHE, COUETAaHNE PAHO PA3BUBIIEHCS MOTIHU-
HelponaTuy ¢ No3JHee NPUCOESTUHAIOMMUMCA U MEUIEHHO HApacTAIOLINM CIaCTH-
YECKHMM apanape3oM; 4yBCTBUTEIBHOCT COXPAHEHA; CKOPOCTh MPOBEJECHHUS IO
HEpBaM HOPMaJbHasl WM HECKOJIBKO CHUKEHA; HA4allo BO 2-M JECATUIECTUU HIIH
MO3:Ke

HMCH VI tuma AyTOCOMHO-AOMUHAHTHBIN WJIM ayTOCOMHO-PELIECCUBHBIN TUI HACJIEOBAHMUS;
COYETaHue MOJIMHEHPONAaTHH ¢ aTpoduel 3puTen-HOTrO HepBa; BapuaOebHbIH BO3-
pact Hauaya 3a00JIeBaHUs

HMCH VII tuna AyTOCOMHO-IOMMHAHTHBIH WJIM ayTOCOMHO-PEIIECCUBHBIN THI HACIIEJOBAHNUS;
MIOJIMHEUPONATUs C IMTMEHTHOM JeTeHepalueil CeTYaTKU; 3aMEUICHUE CKOPOCTH
TIPOBEJEHUS 110 HEPBAM; KapIMOMUOTNIATUEN U HEHPOCEHCOPHOU TYrOyXOCThIO;
BapHaOeNIbHBIN BO3pacT Ae0roTa 3a00IcBaHUS

Ta0nnna 2
CoBpeMeHHasi KjiaccHpuKanmsi HACJeICTBEHHBIX MOTO-CEHCOPHBIX HeiiponaTuii
Tun Hemuenunusupyrowjue Axconanvhule Ipomesicymounuwlii
Hacnedosanusa HMCH HCMH sapuanmHCMH
AyTocoMHO- HMCH I (BILIMT I A-E) HMCH 11 DI- HMCH (BILIMT1A-C)
JIOMHUHAHTHBIH HHCTIC (BILIMT 1I A-J) BIIMT 2E
bonesns lexxepuna-Corra HHCIIC V
HHCIIC VI
HHCIIC VII
ATOCOMHO- HCMH 1V (BLUMT 4 AP- BIIMT 2 (A,B)
peLecCUBHBIH A-F)
Bonesns Jlexepuna-Cotra
Hesponarus BcaencTsue Bpox-
JICHHOH THITOMUEIINHA3AIIN
Bonesns Pedpcyma
X-clLeneHHbII HMCH I (BMUIT XI) HMCH I (EBMIIT X) HMCH I (BMUIT X)

Ipumeyanue: BIIMT — 6onesnv Ilapxo-Mapu-Tyma, HHCIIC — nacnieocmeennas Heuponamusi co CKIOHHO-
cmuio Kk napanuvam om coasnenusi; AP — aymocomno-peyeccusnuiii; DI - npomescymounwlii eapuanm.

Okcrpeccusi TeHOB BeAET K HapyLICHUIO MUEINHU-
3aluy, B pe3yNbTaTe 4ero HIBAaHHOBCKUE KJIETKU HE
CO3/1al0T MHOTOCJIONHBII KOMIAKTHBIA MHEJIMH, a
TPYNIUPYIOTCS BOKPYT OCEBOrO LMIMHApA, Hacia-
MBasICh IPYT Ha Jpyra MOAOOHO YemrylkaMm JIyKo-
BUIIBI, YTO MOP(OJIOTHYECKH (HOPMHUPYETCS B CET-
MEHTapHYIO THIEPTPOPHUIECKYIO TeMHUETHHU3AINIO
HEpBOB C 00pa30BAHMEM «IYKOBHYHBIX T'OJOBOKY.
JlaHHBIE M3MEHEHUS COTPOBOXKIAIOTCS Tpoudepa-
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el SHJOHEBPAIbHBIX COEIUHUTENbHO-TKAHHBIX
JJIEMEHTOB, 4YTO MPUBOAUT K CYIIECTBEHHOMY
YTOJILIEHUIO HEPBAa M HApYUIEHUIO MpoLecca Mpo-
BEJICHUS HUMITYJIbCA, PE3YyJbTaTOM YEro SBIIAETCS
CHI)KEHHE DJICKTPUIECKOW UMITYJIbCAIIUU U TPOdu-
K1 MBI, DOYHKIMOHANBHBINA AEPUITUT JTEMHETH-
Husupytomux HMCH sBnsieTcs pesynbTatoMm I1o-
CTEMEHHOTO pa3BUTHS BTOPUYHON aKCOHAJIbHOU

nerenepanuu. Okono 70% Bcex ciaydaeB AeMHETH-

3
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ausupyromux HMCH HacneayroTes 1mo ayTocoMHO-
JOMHHATHOMY THITy, 20% - uMeroT X-CHeIICHHBIN
xapakrtep HacinenosaHus 1 B 10% ciryqaeB oTMeda-
€TCs ayCOMHO-PELIECCUBHBI THUI HAcleIOBaHHSA
[3,4].

B ocnose HMCH II Tuna nexurt akcoHaJlbHas
JiereHepalnys NPEeUMYIIEeCTBEHHO AUCTaJbHONW uya-
CTH aKCOHa C COXpPaHEHHWEM MHEIMHOBOW 000J10Y-
ku. CIIN mpu HMCH II Tuna, xak npaBuio, B HOp-
M€ WY HE3HAYUTENbHO CHUXKEHA, OJHAKO YMEHb-

J. Clin. Exp. Med. Res., 2015;3(1):15-24

OICHO KOJHMYECTBO (YHKIHOHHUPYIONIMX JIBHTa-
TeNbHBIX €AUHML. B 3aBuCMMOCTH OT THIa Hacie-
JIOBaHUS BBIACISAIOT: 1) ayTOCOMHO-IOMHHAHTHBIHA
— tum Jlambepa; 2) ayTOCOMHO-PEeCCHBHBIN — THII
VBpuepa. B Hactosmee Bpems kapTupoBaHo 11
JIOKYCOB, JIe)KAIllUX B OCHOBE Pa3BUTHSI aKCOHAJb-
voro tuna HMCH, omHako HICHTU(DUIMPOBAHO
Bcero 3 reHa [5,6].

Taoauna 3

MouJiekyasipHo-reHeTH4eckue gedextnl ocHoBubix HMCH

benox Jloxanuzayus u 3abonresanus
Xxapaxmep eenemuue-
CK020
degpexma
Benox nepudepu- Jlokyc 17p11.2-12:
YECKOTo Jynnukanus BIIMT 1A
muenuaa 22(PMP 22) Jenenus HHCTIC

TOYEYHAasi MyTalus
Jlokyc 1g22:
ToueuHble MyTalIuu

Benox mueanna PO

Konnekcun 32 Jlokyc Xg13-22:
ToueuHast MmyTanus
dakTop paHHETO 10g21.1-22.1

pocta 2 (EGR 2)

Jymimukanust B TOMOITH-
TOTHOM COCTOSIHUH HJIH

bonesns Jlexepuna- Cotra

BIIMT 1B, BIIMT 1E, BIIMT 21/Dl,

BIIIMT 3, 6ones3nsb [exepuna-CoTra, HEBpOMaTHS
BCJIEICTBUE BPOXKACHHON TUITOMHUETMHU3ALUN

BIIMT X 1 tuma

BIIMT ID, 6one3ns [exepuna-CoTra, HEBpOTIaTHI
BCJIC/ICTBHE BPOXKJICHHOM THITOMHUETHHA3AINH

OTMedaeTcst CylIeCTBEHHOE NpeodiagaHue Je-
muenuHmupyromux HMCH (70,5 %) Hax akco-
HameHEIMH HMCH (29,5 %) [6].

IIpomexxyrounsiit Tunm HCMCH xapaxrtepusy-
I0TCSl B OOJIBIIMHCTBE CITy4aeB CMEUIaHHBIMU BapH-
aHTaMHU C HapylIIeHHEM MHEINHOBOH 000I0YKH H
HaJIMYMEM aKCOHAJBbHOM aereHepaunu. Ilokazarenn
CIIN MoryT BappHpOBaTh B IIMPOKUX JHAIa30HaX
[1,4].

B mocnenHue ropsl pa3sBUTHE MOIEKYISIPHON
TEHETUKU BHECIIO CYLIECTBEHHBIN BKIIaJ B MOHUMa-
HHE MOJIEKYISIPHBIX MEXaHH3MOB IATOreHe3a
HMCH. bbuio BBISIBIEHO TakXke, 4TO pa3IMYHbIC
MyTaly B OJHOM U TOM K€ T'€HEe MOTYT BBI3bIBATh
pazmnunabie  Bapuantel HMCH. B Toxe Bpewms
HaOJIOMAI0TCSl 3HAYMMBbIE KOJICOaHUS B BBIPAXKEH-
HOCTH CHMIITOMOB 3a00JIeBaHUS y HOcuTenei of-
HOTO M TOTO K€ NMAaTOJOTUYECKOr0 T'eHa, B TOM YHC-
Jie ¥y OTHOSIMIIOBBIX Onm3HeroB. BeposTHee Becero,
9TO YKa3bIBaeT Ha MOJU(PUIMPYIONIYIO POJIb HEKO-
TOPBIX (PaKTOPOB BHELIHEH M BHYTPEHHEH cpejibl, a
TaKxKe crienupHUIecKuX TEHOB-
MOJIM(UKATOPOB, 3HAYEHHE KOTOPBIX Tpedyer
JIabHEHMINEeTo U3y4eHus Ul IOHUMAaHUs MaToreHe-

HaJIn4uAa
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3a 3abosieBaHns. B Tabmmue 3 mpeacTaBIeHBI W3-

BECTHBIC  MOJIEKYJISIPHO-TCHETHYECKNE  J1E(EKTHI

HMCH [5-7].
Aymocomno-oomunanmuvie  HMCH [ muna

MNpEACTABJICHHBIM  CICAYIOIUMHU HU3BECTHBIMU K

HACTOSILEMY BpEMEHH TeHETHYECKIMH
BapHaHTaMU:

. HCMH 14 - ren 6enka nepudepruueckoro
muenuHa PMP22 B XpOMOCOMHOH obiacTu

17p11.2, B OONBIIMHCTBE CIy4acB BBIABIACTCS
JOYIUTUKANWs Te€Ha, 3HAYUTENBEHO PeXe - TOUKOBBIE
MyTaluy; Jenenust TeHa OCHOBE
HACJIeICTBEHHOI HEBPONATUU c
MPEeJpacloi0okKEeHHOCTBI0 K MapainuyaMm  OT

JIC)KUT B

CIIaBJICHHSL.
. HCMH 1B - ren muennHoBoro 6enka MPZ
nnu Po Ha xpomocome 1922-23;

. HCMIT 1C -
HHAYIMPOBAHHOTO (DaKTOpa HEKPO3a OMYXOJIH O

I'CH JMIoIojimcaxapui-

LITAF, noxanu3oBanHbIil Ha Xpomocome 16p13.3;

. HCMH ID - ren EGR2 (Early Growth
Response) naxpomocomel0g21.1 -22.1;

. HCMH IE - renPo protein Ha xpomocome
1922;

3
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. HCMH IF -
Heripodumamenta NEFL Ha xpomocome 8p21.

ToukoBas Mmyrtanusi B reHe PMP22 BbI3bIBacT
takoke HMCH ¢ He#ipoceHCOpHOH TyroyxocThio U
MapajuioM TOJIOCOBBIX CBS30K. ['OMO3UTOTHOCTH
Mo JyIuiMKanuu reHa PMP22 npuBoaut K Oonee
TSKETIOMY TEYCHUIO 3a001eBaHMs, yeM
TETePO3UTOTHAS. MYTAllWs, C TIOBEIIICHHEM OelKa B
JUKBOPE W THIEPTPODUCH KOPCIIKOB KOHCKOTO
xBocra [5-7].

K HacTosmemMy BpeMEHH W3BECTHO BOCEMb

reH Oelka JErKoro

TEHETHIECKUX BapHUaHTOB aymocomHo-
peyeccusnvix HMCH I muna:

o HMCH 4A — reu GDA PI 8 noxyce 8ql3-
21;

. HMCH 4Bl — res MTMR2 B nokyce 1
1923;

. HMCH 4B2 —ren SBF2 B nokyce 11p15;

. HMCH 4C - ren KIAA B nokyce 5023-
33;

. HMCH 4D — ren NDRG1 B nokyce
8024.3;

. HMCH 4E — tem EGR2 B nokyce
10921.1-22.1;

. HMCH 4F — ren PRX B nokyce 19q13.1-
13.3;

J HMCH 4H - reH He MICHTU(QHUIUPOBaH,

nokyc 1291.2.

JlanHble 3a00JIeBaHMS ONMCAHBI B CAMHUYHBIX
CEMBSIX C KPOBHOPOJICTBEHHBIMU OpakaMu, UMEIOT
Oosiee TsDKENOE TEYEHHE, YACTO COYETAIOTCS C
TIIyXOTOH U arpodueii 3putensHoro Hepsa [1,7].

HMCH II muna SBISIOTCS OTHOCUTEJIBHO
penKuM 3a00JIeBaHHEM (B IBenyu nX
PacIpoCTpaHEHHOCTh 4:100 000
Hacenenus, B Kaname - 12:100 000 HacemeHus).
Jis HMCH II xapaktepHsl OoJiee To3Hee Ha4ajIo

COCTaBJIICT

0oJie3HH, MeEHbIIee BOBIICUCHHE MEJIKUX MBIIII]
KUCTEH 1 MaJiasi CTeNeHb YTHETEHHSI CYyXO0XKMUIbHBIX
peduexcos [1,6,7].

Aymocommno-oomunanmuvie gopmer HMCH |11

muna TIPE/ICTaBIICHBI CJICTyFOLIIUMHU
TeHEeTHYEeCKUMH BapUaHTAMU:

. HCMH 24 - ren KIF1Bb B nokyce
1p36.2;

. HCMH 2B - ren MFN2 B nokyce 3ql3-
22;

. HCMH 2C — ren RAB7 B nokyce 12023-
024,

. HCMH 2D —ren GARS B nokyce 7pl4;

. HCMH 2E — ren NF-L B sokyce 8p21;

. HCMH 2F — ren NEFL B nokyce 7q11-
021,
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. HCMH 2G - ren HSPBI ¢ nokyce 12q12;
. HCMH 2| - reH He WICHTH(DUIUPOBAH,
nokyc 1922;

. HMCH 2J — ren Py B nokyce 1022;

. HMCH 2L -ren Py B nokyce 12924.

HMCH 2B tuna omucana B 4 ceMbsiX B
Awmepuke, ABctpun, Aurnuu, [llotnanaun; HMCH
2D omucana B 5 ceMbax CeBepHoil AMepHKH,
Bonrapun, Monronun; HMCH 2 E - B pycckoit
cempe; HMCH 2F- B pycckoit (Boponex) u
oensrutickoii cembax; HMCH 2Gs wucnanckoit
cembe; HMCH 2L- B kuraiickoii cembe [3,4,6].

Aymocomno-peyeccusnvie ¢opmer HMCH 11
muna SIBISIFOTCS penKuM 3abosieBaHueM. JIOKyCHI
TeHOB, OTBETCTBEHHBIX 3a WX  pa3BHUTHE,

1021.2-213 wu
OIMCaHBl B OJHOW MapOKKaHCKoi cembe u 1913.3

KapTHUPOBaHbl Ha XpPOMOCOMax

Y OJTHOM KOCTapUKaHCKOM cembe [6,8,9].

Ilpomesicymounvie s8apuanmaol HMCH
NIPEACTAaBICHBl  CICAYIOIIUMH  TC€HETHYECKHMHU
BapHaHTaMH:

. HMCH D IA- ma xpomocome 10024.1-
g25.1;

. HMCH DIB - rer DNM2 Ha xpomMocome
19p12;

. HMCH DIC - na xpomocome 1p34;

. HMCMH D13 - ren Py, Ha XpoMocoMe
1922 [4,10].

IIpomexxyTOUHbIE BapUaHTHI SBISIOTCS TaKXKe
nocrarouno peakumu tunamu HMCH, taxk HMCH
D1C Tuma nu3BecTtHHI 2 ceMbH B bonrapun u 1 ogHa
I'epmanum [1,10,11].

Hambonee pacmpocTpaHeHHBIMH U COCTABIISIO-
mmmMa 10 80% Bcex ¢opm HMCH sBisrores
HCMH I u II tunos, o6o3HavyaBmmecs panee Kak
HeBpajibHasi amuoTpodus uau Oone3np Illapko-
Mapu-Tyra (BILIMT). BIIMT — rpynmna 3a06osneBa-
HUH, NPOSIBJIAIOIIUXCS CXOJHON KIMHHYECKOH Kap-
TUHOW, HO MMEIOIINE Pa3JMYHble T€HETUUYECKHE U
MoOIleKyIsipHbIe nedekTsl. HecMoTpst Ha TeHeTHde-
CKO€ MHOT000pa3ue, KIMHIICCKHE U (CHOTHITHIC-
CKHE MpPOSBIEHUS pa3auyHbIX BapuaHToB BIIIMT
JIOCTaTOYHO CXOH, OJHAKO MOTYT OTMEYaThCs
pa3iuuus KIMHAYECKUX CHMIITOMOB B Ipejaenax
OJIHOW CEMbH Y HOCUTEJIEH OJTHOTO U TOTr'O K€ MaTo-
JIOTUYECKOTO TEHa, YTO MpPEJICTaBIseTCs] Ompere-
JICHHBIE TPYJHOCTH B TMATHOCTUKE NAHHOW TPYIIIBI
3aboneBanuti [3,4,6,7].

OCHOBHBIMH
BIIMT siBnsiroTcs:

. C1a0oCTh U aTPO(UU MBIIII, TPESUMYIIIC-
CTBEHHO B JIUCTAJIbHBIX OTEJIaX HUKHUX KOHEYHO-
CTSIX, PACHPOCTPAHSIOUIMECS [0 MEpe pa3BUTHUS

3
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3a00eBaHMs Ha JUCTAIbHBIE OTAEIBI BEPXHHUX KO-
HEYHOCTEH;

. MHHHAMAJIbHOE WIIM YMEPEHHOE CHIDKCHHE
YYBCTBUTEIBHOCTH IO THUITy «HOCKOB» M «Iepda-
TOK», 3aTparuBaiollee BCE CEHCOPHBIE MOJAIBHO-
CTH;

. n3MeHeHue (OpPMBI CTOITBI, OOBIYHO B BUJIE
BBICOKOTO cBOJIa («(hpHUapeHXOBCKash» 1oJIasi CTOoIa)
Y MOJIOTOYKOOOpa3Hoil neopmManiy najbLes;

. MIOCTETICHHOE HAJyall0o ¥ OYCHb MEAJICHHOE
MPOTPECCUPOBAHUE C PAa3BUTUEM BBIPAKEHHOTO
nedexra B Tedenue 1-2 necaruneruii [1,3,4,7].

Hecmotpst Ha 3HaYMTENbHOE KIMHHUYECKOE H
(enorummyeckoe cxoxctBo BIIIMT 1 u 2 Tunos,
CYIIECTBYIOT OTpeJeleHHble pasnuuus. Tak, i
BMIIT?2 xapakTepHbIM SBISIOTCA:

e  Oosee mo3aHuii nedroT 3abosieBaHus (4a-
CTO BO 2-M JECSTHIICTHH; B OTACIBHBIX CIIydasx —
Ha 6-7 ecsTUIIETUN);

e  OojpIas CTENEHb BBIPAKEHHOCTH ci1abo-
CTH ¥ aTpO(UH MBIIII] HIXKHIX KOHEYHOCTEH, TOTAa
Kak c1aboCTh M aTpo(Usl MBIIII KUCTEH BBIpaKEHA
MCHE¢;

e  MeHee BBIpR)KECHHBIC PU3HAKH HAPYIICHUS
YYBCTBUTEIBHOCTH U ITOJION CTOIIBI;

e  JOCTaTOYHO JUIUTEJbHAas COXPaHHOCTh
MPOKCUMAJIbHBIX CYXOXXKHIIBHBIX peIeKcoB HapsLy
C BBINQJICHUEM WM CHIDKCHHEM JUCTAIBHBIX CY-
XOXKUJIBHBIX PE(IIEKCOB;

. OTCYTCTBHUE YTOJIILIEHHS] HEPBHBIX CTBOJIOB;
. JOCTaTOYHO YacTO€ pPa3BUTHE CHUMIITOMA
OecrnokoiHbIX HOT [1,6,7].

Paznuunsbie renernyeckue Bapuantsl BIIIMT1 u
2 THUIIOB KJIMHUYECKH MajI0 Pa3INuuMBI.

bonesnw Jleswcepuna-Comma (HCMH 111 muna) —
MpeAcTaBiIsieT co00W MHTEpCTHLIHANBHBIA THIIEp-
TpodudecKuit

HeBpuT. IlaTomMopdonoruueckoit

OCHOBOH 3aboneBaHUs sBISETCS THUNepTpodus
JIEMMOLMTOB, pa3pacTaHue COeIMHUTENILHOMN TKaHH!,
OTJIOKEHHE MYKONOAOOHOTO BELIECTBA MEXIy
HEPBHBIMH BOJIOKHAMH, YTO BEIET K YTOJIICHHIO
HEpPBHBIX CTBOJIOB, WHOTJA M 3aJHUX KOPEIIKOB.
KnuHnueckn oTMeyaeTcsi BEIPaKEHHAs! CXOXKECTh C
BIIIMT. Xapakrepusyercss KIMHMYECKUM M T€HETUYe-
ckuM mormmMopdmoM. Hanbonee vacto nedror cnmrr-
TOMOB BCTPEYAETCsl B TEUCHHUE TIEPBBIX JIET HKI3HH; TIPO-
TEKaeT B BUJIE TUIEPTPO(HUECKOrO HEBPHTA C BBIPKEH-
HeM cHkeHneM CITN (menee 10,0 M/C), IOBBITIEHHBIM
ypOBHEM OeJIKa B JIMKBOpE, CKOJIMO30M, PaHHEH MHBAIH-
Ju3arpield. 3a00JIeBaHue BCTPEYASTCsl B YETHIPEX TeHETH-
YecKuX BapuaHTax: 1-ui eapuanm — Hacnemyercst ayTo-

COMHO-JOMHWHAHTHO, XapaKTECPpU3yCTCd HAITMIMEM TOYKO-
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BBIX MyTarwii B TeHe PMP 22 Ha xpomocome 17pl1; 2-i
6apuanm — HACIEAYeTCs] ayTOCOMHO-TIOMUHAHTHO, SIBIIS-
ercs amtensHpM 1t HCMH 1B Trma, xapakrepisyercst
HAJIMYMEM TOUYKOBBIX MyTaluii B reHe MPZ Ha XpoMOco-
Me 1q22; 3 eapuanm — Hacnemyercss ayroCOMHO-
JIOMMHAHTHO, siBsieTcs ayuieabHbM it HMCH 1D tuna,
00ycroBIieH TouKoBbIMH MyTaiwsivu B reie EGR 2; 4-i
eapuanm — HaCIeIyeTCs ayTOCOMHO-PELIECCUBHO, 00Y-
CJIOBJIEH TOUKOBBIMU HOCEHC-MYTAISMU T€Ha, JIOKaIH-
30BaHHOTO Ha xpomocome 19 q13.1-13.3 [1,4,10].
Hacneocmeennas netiponamus ¢ npeopacnonodicet-
Hocmbvto K napamdam om coagnenusa (HHCIIC) xapak-
TEpU3yeTCs pPa3BUTHEM PEUUAWBUPYIOUIMX [EMe-
JMVHU3ZHPYIOMINX MOTOHEHWpomaTtui, 0O0yCIOBICH-
HBIX TOBBIIMICHHON YYyBCTBHTEIBHOCTHIO TNepude-
pUYECKUX HEPBOB K MHAJEKBATHOM KoMipeccuu. B
OCHOBE pa3BUTHS 3a00JIeBaHUS JISKUT JeJelus
reraPMP22, koaupytroiiero cuHre3 Oeika 22-ro
nepudepuyeckoro MHUeNNHA, KapTUPOBAHOTOB JIO-
kyce 17p11.2-12. 'en PMP22 takke OTBETCTBEHEH
3a pazsurue BIIIMT 1A Tuna, B OCHOBE KOTOPOM
JEeXKUT DYIUTUKAIUs JaHHOTO TeHa. MoeKyspHbIA
mexaam3M kak HHCMC, tak u BILIIMT 1A Tuna,
OJMHAKOB W CBA3aH C HApYIICHWEM CIIapUBaHHS
TOMOJIOTHYHBIX XPOMOCOM M OOMEHOM HEpPBHBIMH
y4acTKaMM XpOMOCOM B Melo3e. B ocHOBe maTore-
He3a mape3oB u mnapanudeir npu HHCIIC nexwur
npexoAsiee HapylnleHHe MPOBOAUMOCTH IO TEpH-
(epuueckM HEPBHBIM BOJIOKHAM I1OJ| BIIMSHUEM
MHAJEKBaTHON Kommpeccud. KiMHuueckue mposiB-
neanss HHCIIC neGroTupyroT B ITUPOKOM BO3PACT-
HOM Jauamna3one ot 10 mo 68 mer. Myx4uHbI 3200-
JEBAIOT paHblle, YeM >XeHIMHbL. «Kputudecknit
Bo3pact» aebrora HHCIIC nmeer aBa muka: B BO3-
pacte 20-29 u 40— 49 ner. OMHOBpPEMEHHO C pa3-
BUTHEM Iapajnya MOTYT HaOJIOAAThCS YyBCTBH-
TeJbHBIE PACCTPONCTBA, MPOSBISIONIHECS OO0JISIMH
win napecresusamu. Knuanuecku HHCMC npen-
CTaBJICHBI CJICIYIOUMMH BapHaHTaMH: 1) MaHU-
(ecTHBIE (OPMBI MOHOHEHPOTIATHI W TUICKCOMATHIHA
B BUJI€ PELMIMBHPYIONINX Mapajlndei, pa3BUBaIo-
myecs MO BIMSHUEM MHa/ICKBaTHOW KOMIIPECCHUH;
2) (eHOMEH «OTIEKHMBAaHUS — OTCH)KUBAHUSY,
MIPEACTABIISIONINE COO0I SMH30/bI KPAaTKOBPEMEH-
HBIX HAPYIICHWH 9yBCTBUTEIBHOCTH O] BIUSHUEM
CTaTUYECKHUX HArpy30K M MHAJCKBAaTHOH KOMIIpec-
cum; 3) SMU30AbI KPaTKOBPEMEHHBIX Mapanudei,
MPOSIBISTIONIHECS B BHAE yTpPaThl B TEUYECHHE He-
CKOJIBKUX CEKyHA (MUHYT) ABWKCHHH B TOM WIH
MHOM JIBUraTe€IbHOM CEIMEHTE, MOJBEpriIeMcs
uHaaeKBaTHOM kommpeccuu [1,4,10,11,12].
Hesponamus eécnedcmeue 6podcOeHHOU 2unomueu-
HU3ayuy Pa3BUBACTCS BCIEJCTBUE HApYIIECHUS IPOMYK-

3



Tosbax I.A..

MM MHEJFHA [IBAHHOBCKIMH KJIETKAMH, B OCHOBE KOTO-
POTO JIeKaT MyTallH B TeHAX, Koaupyronmx Oerku PO u
EGR2 Krmamdeckas kapTuHa 3a00NeBaHIS CXOMHA C
6onesnpro Jlexxepnna-CoTtTa, HO XapakTepusyercs: 6oee
TSDKEJIBIM TeYeHHEM. Y OOJBHBIX C POXKIICHHS OTMEYAIOT-
Cs1 BBIPDKEHHOM CTETIeHH MBIIIEYHAs THITOTOHUS, JIbIXa-

J. Clin. Exp. Med. Res., 2015;3(1):15-24

HUSL, 4acTh OOJIBHBIX TaK M HE HAYMHAIOT XOmWTh. [Ipn
HCCIIeIOBAaHNH OHOITaTa HepBa 0OHAPYKUBAFOTCS BOJIOK-
Ha, TIOJHOCTHIO JIMILICHHBIC MHEIMHOBOH OOOJIOYKA

[14,1012].

B Tabmuue 4 npezcTaBiieHa cpaBHUATENBHAS KITMHUAKO-
TeHeTH4ecKas XapakTeprucTuka ocHoBHbIX Tros HMCH

TeJbHasl HEZIOCTATOYHOCTb, CNIab0CTh, HAPYIICHHS TJI0Ta- [14-712].
Tadanuna 4
CpaBHHTeJbHAsI XapaKTepucTHKa 0ocHOBHbIX THOB HMCH
3abonesanue Ten Bospacmuauana Hauanvueie Cyxooxcunvhole Cpeonue
CUMPIMOMbL peaexcel nokazamenu
cropocmu
npogedenus
1 2 3 4 5 6
Hemuenunusupyroujue Hetiponamuu ¢ aymocomHO-00OMUHAHMHBIM MUNOM HACIe008AHUS
HCMHI muna
(OemuenunHuzupyio-
wutl eapuanm
BIIIMT)
1A PMP22 1-51 nexana Cnaboctb He BBI3BIBatoTCA 15-20 m/c
1B (17p11) JUCTaIIbHBIX
1C 1-s nexama MBIIIII] He BrI3BIBaroTCs <20 mM/c
1D PO 2-s1 nexana Te xe CHMKEHBI 16-25 m/c
(1922) 2-s1 nexana Te xe He BBI3BIBatOTCS 26-42 m/c
LITAF Te xe
(16p13)
EGR2
(10g21)
HHCIIC PMP22 3-51 nexkana IIpexonsmue B HOpME CHuXeHa B 30HaX
(17p11) SMH30/1bI KOMITPECCHHU
(doxampHOI
¢J1a00CTH MBIIIIL]
BoJie3nn PMP22 [epBble roast BeipaxenHas He Br13bIBatoTcst <10 m/c
Hexepuna-Cora (17pll)  xw3HHM ¢1ab0CTH MBIIIII]
EGR2
(10g21)
8023
Axconanvhvle Hetiponamuu ¢ aymoCcoMHO-00MUHAHMHBIM MUNOM HACLEO08AHUS.
HCMH2- muna
(akcoHnanvHbLUL
eéapuanm BIIIMT)
2A MFN 2 1-2 nexaaml CnabocTh He >38 M/c
(1p36) JIUCTaJIbHBIX BBI3BIBAIOTCS
MBIIII[ HOT
2C 1-s nexanma CnabocTh >50 Mm/c
12923-g24 JTUCTATBHBIX He
MBIIIII] HOT | BBI3BIBAIOTCS
MBIIII TOJIOCOBBIX
2D 16 - 30 ner CBSI30K >38 m/c
GARS Crnaboctb
(7pl4) JIICTAITbHBIX CHIDKEHBI
2E 10 - 30 ner MBIIII] >38 m/c
2F 15-25 ner 42-58 m/c
2G NF -68 17 - 50 ner Te xe CHMKeHbI >38 m/c
(8p21) Te xe CHuXeHBl
7911 Crnaboctb He
21 (J9) 3913 37 - 61 ner MPOKCUMAIIbHBIX BBI3BIBAIOTCS Hopma unu
MBI, CHIDKEHBI
22
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Kpamnu, ciabocts

PO (1922) MBIIII] HOT CHUXEHBI
Axconanvuvlie Heliponamuu ¢ aymoCcoMHO-PEYeCcCUSHbIM HACTEO08aHUEM
HCMH 2- Tuna
(axkconanvuwlii
eéapuanm BIIIMT)
2A Jlamun 4 - 24 ner Cnabocts CHIKEHBI >38 m/c
A/C JIMCTAJIBHBIX
2B 28 - 42 ner MBIILIY He BebBatorcss  >38 m/c
2C (1921) 4 - 8 ner Te xe AXUIIOBBI HE >38 m/c
19913 Cnabocth BBI3BIBAIOTCS;
8g21.3 JIUCTAIIbHBIX OCTaJIbHbIC —
MBIIIIIIL, OKUBJICHBI;
MUPAMUJTHBIC MATOJOTMICCKHE
3HAKU peduekchl
Hemuenunusupyrowue HetipOnamuu ¢ aymocoMHO-peyecCU8HbIM MUnoM Hacie008anus
HCMH 4- Tuna
4A GPAP1 1-s nexama CnabocTh CHWXEHBI <20 mM/c
(8913) JIUCTaJIbHBIX
4B 2 -4 ger MBIIIIII, He BeseBarorcs < 38 m/c
MTMR Cnaboctb
(11922) JIICTaJIbHBIX
MPOKCUMAIIbHBIX
4B2 1-2 nexannl MBIIII] He Be3biBatoTrcs < 38 m/c
Cnaboctb
SBF2 JIUCTAIbHBIX 15-30 m/c
(11p15) MBIIIILI, CHIKCHHE
4C 5- 15 ner YyBCTBUTENBHOCTH  CHIDKEHBI 4-32 m/c
3aTpyaHEHU pH
4D 1-s nexama xons0e He BeseBarorcs 10-20 m/c
4E KIAA1985 C poxnenus Te xe He BeseBarorcs 9-20 m/c
(5923) Melireynas
4F NDRGI 1-3ner TUIIOTOHUS He Be3piBatorcst  He
(8924) 3amepxka perucTpupyercs
EGR2 MOTOPHOT'O
(10g21) pas3BHUTHS
Ilepuaxcun
(19g13)
Boae3nb PO (1922) 2 roga Cnabocth He Be3piBatoTcst < 10 M/c
Jexepuna-Corra JUCTAJIBHBIX
MBIIIII]
HeiiponaTuu PMP22 C poxxaenust He BemseBarorcs < 10 m/c
BCJIEICTBHA (17p11) MpltieyHas
BPOKIEHHOT EGR2 TAIOTOHMUS
runomueannusza- | (10g21)
1010
HCMH X tuna KonHekcun 2-s nekana CmabocTh He BrI3BIBatoOTCS
32 (X g13) JIUCTATBHBIX C IUCTaJBHBIX 30-40 m/c
MBIIIIII OTJICIIOB
HCMH ¢ 19p12 1-2 nexanml Cnaboctb He Be3bBatoress  25-50 m/c
NPOMEKYTOYHOMH 10924 JUCTaIbHBIX C IUCTaJIbHBIX
CKOPOCTBIO 1p34 MBIIII] OT/IEJIOB
TPOBeIeHUsI PO (1g22)
B 3aximoyeHrne HEOOXOAMMO OTMETHTh, YTO J0- 00yCJIaBIMBAIOT HEOOXOAMMOCTh  JajdbHEHUIIEro
CTaTOYHO BBICOKAS PACIPOCTPAHCHHOCTH OTICIIb- H3yYEHUS B OTACIBHBIX  TEPPUTOPHAIBHO-

HeIX popm HMCH wu 9acto mo3mHsss AMarHOCTHKA,
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o6ennocteii HMCH wu coBeplieHCTBOBaHHSA KOM-
IieKca HCCJICTOBAaHUM,

ONTUMAJIBHBIX UISI KOHKPETHOTO PETHOHA. Pannee

KIMHUKO-TCHCTUYCCKHNX

BeisiBiieHie HMCH 1mo3BOJMT CBOEBPEMEHHO MPO-
BOAUTH TepamneBTUYEeCKHEe U pPeadMIUTALUOHHBIE
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