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M.W. N'ypbeBa

BOJNIE3Hb LUAPKO-MAPU-TYTA:
COBPEMEHHAA KINTACCUDPUKALINA
N KNUHWYECKUE OCOBEHHOCTH

B naHHoOM cTaTbe paccmMmaTpuBaroTCA KJ'IaCCI/ldC)MKaLWIﬂ N KNUHU4Yeckne ocobeHHocTn BonesHu LIJapKo-MapM-TyTa B 3aBNUCUMOCTU OT MNOpaxeH-

HOro reHa 1 Tuna HacrnegoBaHUA.

KniouyeBble cnoBa: 6onesHb UJapKo-Male-TyTa, Knaccudunkaumsi, KnmHUYeckne nposiBneHns

In this article consider classification and clinical features of Charcot-Marie-Tooth disease depending on the affection gene and inheritance type

are presented.

Keywords: Charcot-Marie-Tooth disease, classification, clinical features.

BeepgeHune. BbonesHb Llapko-Mapu-
Tyta (Charcot-Marie-Tooth disease) —
obLlmpHasa rpynna reHeTU4Yeckn retepo-
reHHbIX 3abonesaHu nepudepnyeckmx
HEPBOB, XapaKTEPU3YILLINXCS CUMMTO-
Mamy NpOrpeccupyoLLen nonvHerpona-
TUW C NPEUMYLLIECTBEHHBIM MOPAXEHNEM
MbILWL, AMCTanbHbIX OTAENOB KOHEYHO-
cten [6]. lNepBoe KNUHU4YECKoe onuca-
Hye 3aborneBaHusa GbINo caenaHo paH-
uy3sckumu mccnegosartensmu J.Charcot,
P.Marie (1886) n He3aBUCUMO OT HUKX
aHrnnyaHnHom H. Tooth (1886), koTopbie
0603HauYMnM X Kak HeBpasbHblE amuo-
Tpodun. STOT TEPMWMH OO HACTOALLErO
BpeMeHN ucnornb3yetca And obosHade-
HMsA 3Ton rpynnbl 3abonesaHuii. OgHako
B COOTBETCTBUM C MEXAYHAPOAHON Krac-
cudmKaumen NpUHAT TepMUH «Hacnen-
CTBEHHblE MOTOPHO-CEHCOPHbIE HEeNpo-
natum» (HMCH) [5]. YacTtoTa Bcex chopm
HMCH Bapbupyet ot 4,7 po 36 Ha 100
TbiC. HaceneHus [10]. Hambonblias pac-
npoctpaHeHHoctb HMCH B Hopserun
coctaensietr 36 cnydvaes, B WcnaHum —
28,2. YacTtota Ha Knnpe cocTtaBuna 16, B
Cepbumn — 9,7 [11,17]. Peaynstatom sinoH-
CKOro MccrnefoBaHus sBMASETCH YacTtoTa

N'YPbEBA lMNonuHa MHHOKeHTbEBHA — acnu-
paHT Kadegpbl HEBPOMOMMM U MNCUXMaTpUn
MeguumHckoro  uHctutyta  ®rAQY  BIIO
«CeBepo-BocTouHbIi  dhegepanbHbll  yHU-
BepcuTeT M. M.K. AmmocoBa», GurievaPI@
yandex.ru.

HMCH 10,8. HanmeHbluast yactoTta 3a-
dukcmpoBaHa B Hurepumn — 0,14 Ha 100
TbIC. HaceneHusi. B Poccumn aToT nokasa-
Tenb B cpefHeM cocTaenseT 5,64 ¢ ko-
nebanunsmn ot 1,07 go 15,95 [9]. HMCH
nopaxkaeT BCe pacbl M HALMOHANbHOCTH
6e3 BO3paCTHbIX Y reHAEPHbIX Pasnuyunii,
HO Yalle cTpagalwT nau MOnoJoro,
TpygocnocobHoro Bo3pacta (20-30 net).
MporpeaneHTHOe TedeHne 3aboneBaHus
C ObICTPbIM pa3BUTMEM OCITOXHEHUIA U
oTcyTCcTBMEM 3(P(EKTUBHOIO NEYEHUS Y
6onbHbiIXx ¢ HMCH nprBOanT K CHUXKEHWIO
KayecTBa XWU3HU 1N paHHen nHBanuaunsa-
umn. B cembsx, otaroweHHbix no HMCH,
npodunakTMka AaHHOro HacneacTBEH-
Horo 3aboneBaHWsi OCHOBBLIBAETCH Ha
MEeOUKO-TEHETMYECKOM  KOHCYNbTMPOBa-
HUX W npeHaTanbHOM AmarHoctuke [8].
B HacTosilee Bpems vaeHTUdnumnposa-
HO okono 30 pasnuyHbIX reHoB, OTBET-
CTBEHHbIX 32 hopmupoBaHve eHoTuna
HMCH. o cux nop onvcbiBakTCA HOBbIE
KINMHUYECKME BapuaHTbl, @ Takke HOBble
reHbl, MpuUyacTHble K (OPMUPOBAHUIO
aTon natonorum [19].

Knaccudmkauus. 3a 6onee yem cto-
NeTHUI nepwog, NpoLeawnii co Bpeme-
HWM NepBoOro onucaHus 6onesnu Lapko-
Mapu-Tyta, MHOrOKpaTtHO  MEHSNUCH
B3rNs4bl Ha cUCTEMATUKy M HO30MOoru-
YeCKyt CaMOCTOATENbHOCTb OTAENbHbIX
BapvaHTOB 3TOW rpynnbl 3abonesBaHuii.
Co3gaHnio  HOBbIX — Knaccudpmkauum B
3HAUMTENbHOM Mepe CcrnocobCcTBOBaANo

pasBMTUE [AMarHOCTUYECKUX METOMOB.
Wccneposanuamu Dyck P. n Lambert E.,
npoBefeHHbIMU B 60-X IT. NpOLUIOro cTo-
NeTus, NokasaHo, YTo BCe HACNEeACTBEH-
Hble MOoNMHeWponaTM Ha OCHOBaHUU
OaHHbIX  3NeKTPOU3NONOTNYECKUX U
MOpdonorMyeckux MeTogoB uccnegosa-
HUSI MOXHO 4eTko AnddepeHuLmpoBaTh
2 ocHoBHbIX Tvna HMCH — HMCH | un
HMCH II . Tun HMCH | xapaktepu3ayeTcs,
Nno [aHHbIM 3rieKTpoHepomMuorpadun,
3HAUUTENMbHBLIM  CHUXEHUMEM  CKOPOCTU
npoBeAeHUs UMMYrbCca No ABUraTenbHbIM
(CIMA meHee 38 m/c) 1 YyBCTBUTENBHBIM
BOJIOKHAM Mepudepuyeckmx HepBoB, a
MOPMONOrMYECKN — CEerMeHTapHoOW Iu-
nepTpodryeckon gemMmenmHn3aumnen He-
pBOB C (POPMMPOBAHUEM «IYKOBUYHbIX
ronosok» («onion bulbs»). Takum obpa-
3om, HMCH | Tuna npeacraensieT cobon
OEMUENUHN3MPYHOLLYIO (hOpMY NMOMNMHEB-
ponatun (MuenuHonatuio). HanpoTtus,
ana HMCH tuna Il xapaktepHo nepBuy-
HOe nopakeHne akCoHOB nepudepuye-
CKUX HEpBOB, MpU 3TOM CKOPOCTU MNpo-
BEAEHUSA UMNynbca no nepnepunyecknv
HepBaM B npefenax HopMbl UM YMepeH-
HO CHWXeHbl, a Ha Buoncum CTpykTypa
MUWENUHaA OCTaeTCsi COXpaHHOW (akco-
HanbHas copma MonMMHEBpPONaTUX, UNn
akcoHonatusi). B kayectBe noporosoro
3Ha4eHnst NpuHAT nokasatens CIU no
OBUraTenbHOM KOMMOHEHTE CPEeAMHHOro
Hepga B 38 m/c. OgHako onncaHbl CEMbMU,
y NOpa)KeHHbIX YN1EHOB KOTOPbIX Habmo-



Janacb 3HauuTenbHasi BapuabenbHOCTb
aToro napametpa (ot 25 go 45 m/c), aTo
npuBeno K HeobxoAMMOCTW BblAENeHUs
rpynnbl Tak Ha3blBaeMbIX, NMPOMEXYTOY-
HbIx BapnaHToB HMCH [5,6].

lMomMuMO BbiLLIeyKa3aHHbIX BYX OCHOB-
HbIX TMMOB MOTOPHO-CEHCOPHbIX MNOMK-
HeBponaTtuii, MHOr4a B nuTepatype noja
pybpukorn HMCH BbigenstoT Takke psag
CpaBHUTENbLHO peaKMX CUHOPOMOB, OTNU-
YalLLMXCA OT Knaccuyeckoro peHoTuna
LLlapko-Mapu-TyTta Temun unv nHsIMm 0co-
©EeHHOCTSAMM KIMMHUYECKOW KapTuHbI [1]:

a) HMCH Il (cuHgpom [exepuHa-
CoTta) — xapaktepusyetrcs pnebroTom
CMMMNTOMOB Ha MPOTSHXKEHUW NEPBbIX NET
XMN3HU, PE3KO BbIPAXXEHHOWN rmnepTpocu-
en nepudepryecknx HepBOB («runep-
TPOMOUYECKUI HEBPUTY»), BbIPAKEHHBLIM
CHWXXEHMEM CKOPOCTU MPOBELEHMS UM-
nynbca no ABUratenbHbIM BONTOKHaM (Me-
Hee 10 m/c), paHHen nHBanNMamMsaunen un
Hepeako HabnogaeMbiM MOBbILLIEHUEM
ypoBHS 6ernka B NMKBOpE;

6) HMCH IV (6onesHb Pedcyma) — ca-
MocTosATeNnbHOe 3aboneBaHune, CBA3aH-
HOEe C HapyLLeHnemM obmMeHa hruTaHOBOW
KMCMOTbI, NPY KOTOPOM AiBUraTenbHas no-
NIMHEBpPONaTnsA COYEeTaeTcs C aTakcuew,
UXTUO30M W1 APYTMMU CUMITOMaMMU,;

B) peakme dopmbl HMCH, xapaktepu-
3yHOLLMECS CO4ETAHNEM NPENUMYLLIECTBEH-
HO MOTOPHOW HEBpPOMaTUM C HWDKHUM
cnactuyeckum napanapesom (HMCH V),
aTpodmeit 3puTENbHbLIX HEPBOB U MyXO-
To (HMCH VI), nUrMeHTHbIM peTUHUTOM
(HMCH ViII);

r) BPOXOEHHas TMNOMUENUHU3UPYLO-
Was nonvHeBponaTusi — XxapakTepusy-
eTcs HapyLleHneMm OpMMPOBaHUS Mue-
nvHoBOW 06Gomnoykn nepudeprnyeckux
HEPBOB C POXAEHWS, 3HAYUTENbHbIM
oTcTaBaHvem pebeHka B OBUraTeribHoM
pasBUTUW, PE3KUM CHUKEHUEM CKOPOCTYU
npoBefeHUs nMnynbsca no nepudepuye-
CKUM HepBaM.

BonbwmHctBo dhopm (HMCH | v I
TVNa) UMEeKT ayTOCOMHO-OOMUHAHTHbIN
TUN HacrneaoBaHWUsi, 3HAYUTENBHO MEHb-
wee uucno opm HacregyeTcs no
ayTocomHo-peueccuHomy Tuny (HMCH
Il v IV TMna), Heckonbko opm MMerT
X-cuenneHHoe peueccuBHoe (Xq24) wu
X-cuenneHHoe [OOMWHaHTHOE Hacneno-
BaHue (nokyc Xq13) ¢ MpoOMeEXyTOYHbIMU
3HaveHunsmu CIMNU (ot 30 go 40 m/c) [5]. B
HacTosLlee BPeEMS NpeasiokeHa Knaccu-
dukaumoHHasa ctpyktypa HMCH, ocHo-
BaHHasi Ha 3TMOMOTMYECKMX PasnUyunsax
(Tabnuua).

OCOGEHHOCTU KITMHUYECKOW KapTu-
Hbl. XapakTtepHbim ansg HMCH aenstotca
pa3BUTUE XPOHNYECKM NPOrpeccupyoLLei
cnaboctm n atpodmn OucTansHoOW My-
CKynaTypbl HOT, YTHETEHNE CYXOXMITbHbIX

pednekcoB (B NepByto odepeab axunno-
BbIX), PACCTPOMCTBO YyBCTBUTEMbHOCTU
no MNONMHEBPUTMYECKOMY Tumy, Aedop-
Mauwms cton («ctonbl ®puagpenxa), pac-
CTPOVCTBO NOXOAKM MO TUMY «CTennaxa;
Ha no3gHen cTaguMum MOryT npucoeau-
HUTbCS cnabocTb M atpodusa auctans-
HbIX OTAENOB PyK, Aedopmaums Kuctewn
(pncyHok). PaccMOTpUM OCHOBHbIE TUIMbI
HMCH.

HMCH1 tuna. Hanbonee pacnpoctpa-
HeHHon copmon saensetcs HMCH1A ¢
ayTOCOMHO-AOMWHAHTHbIM ~ TUMOM  Ha-
crnepoBaHus, KoTopasd, Mo AaHHbIM UC-
cneposaHuna Saporta n ap. [12] Bbisene-

22012 AN

Ha y 55% o6cnenoBaHHbIX MALMEHTOB C
HMCH. MpunynHon aBnsieTca myTaums B
reHe PMP22 (peripheral myelin protein).
OcCHOBHOM TN MyTauuum B 3TOM TeHe
— gynnukaums 1,5 M6 B obnactn xpo-
mococmbl  17p11.2-12 [15]. HMCH1A
HaunHaeTcs Ha 1-mM-2-M JecatuneTum
XW3HW, KpanHe penko BO3HMKaeT no-
cne 30 net. NMepBbIMKM CMMATOMaMMK, Kak
npaBuno, sIBNATCA YTOMIEHME B HOrax
npy OnuTenbHoM Xxodbbe, CTaTUYecKux
Harpyskax, HeyCTOMYMBOCTb MOXOAKM,
yacTble CroTblKkaHus, MNOABbLIBUXM TO-
NEHOCTOMHbIX cycTaBoB. Mo mepe npo-
rpeccupoBaHus 3aboneBaHus noxogka

Cospemennas kiaaccupurkanus HMCH [7]

®dopma 3ab0sieBaHUs | Tumn acnenosanus | Jlokyc | Ten
HMCH 1 tuna (MuesnMHONaTum)
HMCHIA AJl 17p11.2 PMP22
HMCHIB AJl 1g22-g23 MPZ (Po)
HMCHI1C Al 16p13.1-p12.3 LITAF (SIMPLE)
HMCHI1 (HMCHID) Al 10921.1-g22.1 EGR2
HMCHI (HMCHIE) AJl 8p21 NEFL
JICC AJl 8qter Hewussecren
HMCH 2 tumna (aKkCOHOIaTHH)
HMCH2A AJl 1p35-p36 MFEN2
HMCH2A ALl 1p35-p36 KIFIB
HMCH2B AJl 3q13-g22 RAB7
HMCH2C AJl 12q23-g24 HEW3BECTEH
HMCH2D ALl Tpl4 GAPS
HMCH2E Al 8p21 NEFL
HMCH2A AJl 7q11-21 HSPBI1 (HSP2)
HMCH2I1 AJl 12q12-ql13.3 Hewussecren
HMCH2 AJl 1g22-q23 MPZ
HMCH2L AJl 12924 HSPB28
AytocomHO-tomuHanTHhie HMCH npoMexyToYHOro THIa
DI-HMCHA AJl 10g24.1-g25.1 HEU3BECTEH
DI-HMCHB AJl 19p12-p13.2 DNM2
DI-HMCHC ALl 1p34-p35 YAPS
DI-HMCH AJl 1g2-g23 MPZ
HMCH-P AJl 3ql3.1 Hewussecren
Huskue CIINU ALl 8p23 APHGEF10
HMCH 4 tuna (ayToCOMHO-PEIECCUBHbBIC MUCIIMHONIATHH )
HMCH4A AP 8q13-g21 GDAP1
HMCH4B2 AP 11p15 SBF2 (MTMR13)
HMCH4B1 AP 11923 MTMR2
HMCH4C AP 5923-q33 SH3TC2 (KIAA1985)
HMCH4D AP 8q24 NDRG1
HMCH4E AP 10g21.1-g22.1 EGR2
HMCH4F AP 19q13.1-q13.3 PRX
CCFDN AP 18q23-gter CTDP1
HMCH4G AP 10g23 Hewussecren
HMCH4H AP 12pl1.1-q13.11 FGD4
HMCH4J AP 6q21 FIG4
HMCH 4C tuna (ayToCOMHO-pPEIIECCUBHbIC aKCOHOTIATHH)
Svome: AP 1q21.2-q21.3 LMNA
?}{PMI_ICI\I/I{SE% AP 8q21.3 HEU3BECTEH
QI{MECEJEE 3§B AP 19q13.3 HEU3BECTEH
(HMCHACA) AP 8q21 GDAP1
X-cuemnenasie HMCH
HMCHI1X XP/X] Xql3.1 GJBI1 (Cx32)
HMCH2X XP Xq24-q26 HEM3BECTEH
HMCH3X XP Xp22.2 HEHW3BECTCH
HMCH4X XP Xp26-q28 Hewussecren
HMCHXS5 XP Xq21.32-q24 PRPS1




. AKYTCKUN MEOULIMHCKAN XXYPHAI

npuobpeTaeT xapakTep «MNeTyLUMHON»
(ctennax). Yalle nepBoHayanbHO aTpo-
UM BO3HMKAOT B MbILLULAX CTOM, pexe
B MbIWLAX TFONEHN, HWKHEW Tpetn Oe-
Apa. lMosgHee aTpodomyeckuii npouecc
pacnpocTpaHAeTCa Ha MbILLbl BEPXHMX
KOHEYHOCTelN MO HanpaBneHuo OT Auc-
TanbHbIX OTAEMNOB K NpOKCUManbHbIM. B
OTAENbHBIX Crly4asx atpoduyeckuii npo-
uecc npu HMCH1 Tuna orpaHuymBaetcs
CEeneKTVBHbIM NOpaXeHneM AucTanbHbIX
oTAenoB KoHevHocTen. KocTHble aedop-
MauMm CTOM pacueHuBatoTca GonbLUMH-
CTBOM UccriegoBaTenen Kak oonuraTHbIn
npusHak HMCH1 tuna. Ctonkl npnobpe-
TaloT Nony opMy C BbICOKUM CBOAOM,
MHOrga B BUAE «KITIOLWKUY» UNn «dpu-
OPENXOBCKOM» MOMOW CTOMbl C BbICOKUM
CBOAOM W 3KCTEH3MeN 6onbLIOro nanbsLa.
Bcneacrtene atpouyeckmx M3MeHeHUn
MbILLL, HOTW MMEKT (DOPMY «OMPOKMHY-
TOW OyTbINku», «ranudey, «Hor auctay.
OrpaHunyeHne obbeMa akTUBHbIX ABUXKe-
HWIA, cnabocTb U CHWXEHWE MbILLIEYHOM
CUInbl BapbMpyeT B LLUMPOKOM AMana3oHe:
OT NErkoro napesa A0 HWKHeW AucTanb-
HOM napannernn. PaHHUM CUMMITOMOM
Oone3Hn SBNSETCA CHWXKEHWE axunno-
BbIX peddriekcoB, KOTOpoe HabnogaeTcs
npakTuyeckn y Bcex GomnbHbIX. YacTbiM
npossneHnem HMCH 1 Tuna asnswTcs
paccTporcTBa YyBCTBUTENBHOCTU. Bonb-
Hble >anylTcs Ha 6onu pasnuyHoro
XapakTtepa (Howowme, ctpensiowme, 6o-
Ne3HEeHHbIE MbILLEYHbIE COKPALLEHUsI MO
TMNYy Kpamnu), napectesuun. Beiasnsatotcs
U3MEHEHUS KaK MOBEPXHOCTHOW, Tak W
rnyGoKor YyBCTBUTENBHOCTU. PaccTpoii-
CTBa NMOBEPXHOCTHOW 4yBCTBUTENLHOCTYU
Nno MNONMUHEBPUTMYECKOMY TuUMy, B BuUAe
runoctesun [9].

CyllecTByeT annenbHbIi  BapuaHT
HMCH 1A Tuna — HeponaTns CO CKMOH-
HOCTbIO K Mapanuyam OT caaBleHusi
(HCIIC), koTopbI BO3HUKAET B pe3yrib-
Tate geneuun reHa PMP22 B obnactu
xpomocombl  17p11.2-12  [1]. Wmeet
ayTOCOMHO-OOMWHAHTHBIN  TUN  Hacne-
poBaHus. 3aboneBaHWe nNposiBNSAETCS
peumanBupyloLLMMK napesamu nepude-
pYYeCKUX HEPBOB, BO3HMKAIOLLMMMW OCTPO
nocne HebonblIMX TpaBM WnM cAaBne-
HUs. [MpodormKUTenbHOCTL  ABUraTesb-
HbIX HapyLUeHW konebnercs OT OJHOro
[OHS 10 HECKOMNbKNX MECALEB, NOCIE Yero
NPOUCXOAMT MOMHOE BOCCTaHOBMEHNE
dyHkumii. Mo mepe nporpeccupoBaHus
6onesHy NocTeneHHo MoryT pa3BuBaThb-
CSl CUMMETPUYHbBIE UMN aCUMMETPUYHbIE
amMuoTpodmm B AMCTarnbHbIX oTAenax Ko-
HEeYHOCTeNn, cBucalollas cTona, yrHerte-
HME CYXOXMWITbHbIX pednekcoB, «NATHU-
cTble» unu avddysHble paccTponcTaa
YyBCTBUTENBHOCTM, YTO cOnmxaeT Knu-
Huyeckyto kaptuHy HCIIC ¢ cumnToma-
Tnkon HMCH1 [2].

Opyrue BapuaHtel HMCH1. [loctaTtou-
HO pegkun BapuaHT HMCH1B, koTopblii
cocTtaBnsieT oT 5 0o 7% Bcex Hacnea-
CTBEHHbIX [EMUENVHU3MPYIOLNX MOnu-
Heriponatuii [9]. OH obycrnoBneH myTa-
LMSIMU B reHe OCHOBHOro 6ernka MuenvHa
(MPZ — myelin protein zero), kapTupo-
BaHHOro Ha xpomocome 1g22.1 [13]. OAnsa
3TOr0 BapuaHTa XapakTepHO 3Ha4uTenb-
Hoe cHmxkeHne CIM no nepudepnyecknm
HepBam (nokasaTenu no CPeauHHOMY He-
pBy He npesBbiwatoT 10 m/cek). MyTauum
B reHe MPZ, Hapylwatowme agresmBHble
yHKuMM Benka npuBoOASiT K BO3HWUKHO-
BEHWIO AEMUWENUHMU3UPYIOLLEN MONUHEN-
ponatum, XapakTepu3yloLenca paHHUM

KnuHnyeckne cumntombl 6onesnn Lapko-
Mapu-TyTa [22]: A, B — ymepeHHas u rpybas
nedopmauust cton npu LWUMT 1A, obpaiyaet
Ha cebs BHMMaHWe pes cavus, Kypkoobpas-
Hble nanbubl 1 Mo3onu; C — BblpaxeHHas
rmnoTpousa MbIL, pyK Y Myx4uHbl ¢ LUMT;
D — rvnoTpodus MbIlL PyK Y XXEHLUMHbl C
LLIMTX. O6paiyaet Ha cebs BHMMaHWE, 4TO
MbILLLbI TEHapa Gonee nopaxeHbl, Y4eM MbiLL-
bl rTMNoTeHapa, npeanornaraeTcs YTo cpeanH-
Hbli HepB Gornee BOBMEYEH, YEM IOKTEBOW
HepB; E — naumeHT ¢ LUMT1A, obpalyaeT Ha
cebs BHUMaHue pes cavus, yMepeHHas rmno-
Tpoust HOT C YPOBHSI HUXHEW TpeTu Geaep;
F — nauveHT c nosgHum aeGiotom GonesHu
LLIMT2, cBsisaHHOW ¢ myTauumen B reHe MPZ.
BbipaxkeHHast runoTpodumst MbILLL, HUXKHUX KO-
HEYHOCTEWN, HET 3aMeTHON aedopmauun cTon.
OnddepeHumnanbHasa guarHoctTuka ¢ npuob-
PETEHHOM aKCOHanbHOW MnonvMHeBponaTuen
ABNSETCH Ype3Bbl4ANHO TPYAHOW MpW OTCYT-
CTBUW HaCNeACTBEHHOW OTHATOLLEHHOCTM Mo
HeBponaTtuu [22]

Hayarnom, BblpaXXeHHbIMU aTpoPUSAMU ”
cnaboCTblo MbILLL, FOfIEHEN, CTOM U KUCTENn
N 3HauuTenbHbiM CHxeHunem CIIA no
nepudepuyecknum Hepsam. Cnegytouia
BapuaHT AEeMMWENUHU3NPYIOLLIMX NOMK-
HelriponaTtuii ¢ ayTOCOMHO-AOMUHAHTHbIM
TMNOM HacnepoBaHusa — 1C obycrnoBneH
MucceHc myTaumamm B reHe LITAF, noka-
NN30BaHHOM Ha xpomocome 16p13 [20].
OTOT BapyaHT BCTpeYaeTCcs KpaviHe pea-
KO 1 HEe MMeeT cneLmgryecknx KnmHmye-
ckux ocobeHHocTen. Bapnant HMCH1[
obycrnoBneH myTtaumsimu B reHe EGR2
(early grow response), KapTMpOBaHHOM
Ha xpomocome 10921-g22 [21]. MyTauun
B 9TOM reHe npekpallarT 3KCNPeccuto
CTPYKTYPHbIX FTEHOB MUENVHA, Takmx Kak
MBP (myelin basic protein) 1 MPZ.
HMCH2 tuna. Hanbonee pacnpoctpa-
HEeHHbIM BapvaHToM akcoHanbHon HMCH
ansetca 2A Tun, Ha OO KOTOPOro
NpUXoamTCH, MO OLEHKaM pasHbiX aBTo-
poB, oT 12 go 23% Bcex 3aboneBaHui
3TON FEeHEeTUYECKM reTepPOreHHoN rpynmnbl
HelrpofereHepaTueHoW natonoruu [4]. B
nogaensleM OGOMbLIMHCTBE CryyYaes
NpUYMHON pas3BuUTUSi 3aboneBaHusi SB-
ngawTca mytaumm B reHe MFN2, kapTtu-
poOBaHHOM B 06nactn xpomocombl 1p36
[16], v b B 0gHON ceMbe 13 AnoHun B
KayecTBe aTnonorn4yeckoro hakropa pac-
cmaTpusaetca myTtaumsa B reHe KIFIfiB,
NIOKann3oBaHHOM B TOM € XPOMOCOM-
HOM pernoHe [14]. OcobeHHOCTbIO 3TOro
reHeTUYECKOro BapuaHTa, no cpaBHEHUIO
C pacnpocCTpaHeHHbIMW  BapuaHTamu
AeMUENVHM3NPYIOLWKMX  NonuHerpona-
TUN, SIBMSIETCS BbIPaXXEHHOE MOpaXeHue
MbILLL, FONIEHEN 1 CToM, Npu 3TOM cTona
penko npuobpetaeT hopMy IKBUHOBA-
pycHon unu ctonbl Ppugperixa. Yawe



OHa CTaHOBUTCHA MOSION UMK Mrockon. B
OonblUMHCTBE cryyaeB HabniogatoTcs
paccTpowicTBa rnyboKoM YyBCTBUTENbHO-
CTU, B TO BPEMSI Kak MOBEPXHOCTHas YyB-
CTBUTEMNBHOCTb M3MEHSIETCA HE pe3ko. Y
OONbHBIX C 3TUM FeHETUYECKNM BapuaH-
TOM OMUCaHO BO3HWKHOBEHWNE HENPOCEH-
COPHON TYroyxoCTU 1 aTpoduin OUCKOB
3puTENbHbIX HEPBOB [5].

XapakTtepHoli ocobeHHocTeto HMCH
2B Ttuna, obycrnoBneHHONn MyTauusmun B
reHe RAB7, aBnsieTcsa BbipaXeHHbIN CeH-
COPHBI KOMMOHEHT 1 pa3BuTMe Tpodu-
YEeCKUX $I3B HWDKHWUX KOHeuyHocTew. [Mpu
HMCH2D — Gonee oT4eTnMBOE U paHHee
BOoBfneyeHve pyk. OctanbHble BapuaHThbI
ayTOCOMHO-AOMUHAHTHbLIX aKCOHarbHbIX
HMCH BcTpevatoTcs ¢ paBHOIM YacTOToM
N HE UMEKT OCOOEHHOCTEN KITMHUYECKNX
npossnexHui [1].

HMCH4 tuna. HaubGonee pacnpo-
CTPaHEHHbIM BapuaHTOM ayTOCOMHO-
peueccuBHbix HMCH sBnsietca 4A tun,
OOyCnOBMNEHHbI  MyTaUusiMU B TeHe
GDAP1, nokanu3oBaHHOM Ha XpOMOCO-
me 8g13-g21.1 [18]. [inga aTtoro BapmaHTa
XapakTepHa paHHAS MaHudecTauus npo-
Lecca, kKotopasi BO3HMKaeT B BO3pacTe OT
1 roga po 5 nert, a Takke pacnpocTpaHe-
HMe npolecca Ha Mbiwy, 6eaep, B CBA3N
C 4YeM Mpu gnutenbHocTn 3aborneBaHus
6onee 10 net y 60nbHBIX MOryT MosiB-
naTeca npuembl [oBepca. OTmedvaetcs
Takke BblpaXeHHasi 9SKBMHOBapycHas
aedopmaumna cton n gedopmaunsa Ku-
CTeW Mo TUMY «KOrTUCTOW Nnanbl». Xapak-
TepHon ocobeHHocTbio HMCH 4A Ttuna
ObINO paHHee BbINaAEHNE CYXOXMUITbHbIX
pednekcoB C HUXKHUX N BEPXHUX KOHEY-
HOCTEW, a TaKXKe BblpaXXeHHble PacCTPOm-
cTBa rnybokow 4yBCTBMTENBHOCTU, Mpu
ONUTENBHOM OTCYTCTBUM MOBEPXHOCTHOM
rmnecteann [3]. OcTanbHble reHeTu4e-
ckne BapuaHtel HMCH 4 tuna BcTpeva-
I0TCS1 KpavHe pedko M onucaHbl B eau-
HUYHBIX CEMbSIX.

X-cuennerHHass HMCH. He meHee 90%
oT Bcex X-cuenneHHbix HMCH npuxogut-
cs Ha gonto HMCH1X. MpuynHon HMCH
1X gaBnsawTca myTtaumu B reHe GJB1,
NOKanM3oBaHHOM Ha [OJIMHHOM nreve
X-xpomocomsbl (Xg13.1). MNMpoaykTom aTo-
ro reHa siBnsieTca KOHHekcuH 32 [5,6,7].
K HacTosiemMy BpemeHu uaeHTuduum-
poBaHo 6onee 300 pas3nuyHbIX MyTaLuii
B reHe GJB1. OcHoBHOW TUN MyTaumm —
TOYKOBbIE: MUCCEHC- U HOHCEHC-. B pea-
KMX CryyYasix BbISBNSAKTCA MyTauum co
COBWIOM paMKku cunTbiBaHus [6]. MyTaumm
B reHe GJB1 xapaktepusyroTca Bapbu-
PYHOLLIEN SKCMPECCUBHOCTBIO U HEMOJTHOMN
NEHETPaHTHOCTbIO Y BOMbHbIX XEHCKOro
nona. BnepBble cemMblo C HeBpanbHOW
amunotpodmen ¢ X-cuenneHHbIM AOMMU-
HaHTHbIM TUMOM HacrefoBaHWsi onucan
Herringham B 1889 r. 3aboneBaHve ma-

HUecTMpyeT B BO3pacTHOM MHTepBarne
ot 10 no 35 net ¢ nosiBneHnsa cnaboctu
M atpomm MbILLL, UCTarnbHbIX OTAENOB
HWKHNX KOHEYHOCTEN, MPUBOASALLEN K NO-
SIBMIEHUIO CTeNNaxxHon noxoaku. Mo mepe
nporpeccMpoBaHusl  3aboneBaHnst  OT-
MeuatloTCsl BOBIEYEHME B NPOLECC Mex-
KOCTHbIX MbILLL] KACTEN U BO3HUKHOBEHME
aecopmauum cTon no TUMy «KOHCKOWMY,
«MOSION» WA SKBMHOBAPYCHOW, a Ku-
CcTen — no Tuny «obe3bsHbEN nanbi» Unm
«KOTTUCTOM Nanbl». XapakTepHbIMU Npu-
3HakamMy GOonesH SABMNSATCA PacCTpou-
CTBa BCEX BWAOB YyBCTBUTENbHOCTU B
obnacTn nopaKeHHbIX MbIlL, a Takke
CyXOXWUNbHasa runo- unu apedgrekcus.
YacTbiM  KIIMHUYECKMM  MPOsiBNEHNEM
3aboneBaHnsi ObIBAlOT Tpemop nasnb-
LUeB BbITAHYTbIX PYK W acumkynsumm
MbILLL,, KOTOPbl€ pacLeHMBaOTCS PSAOM
aBTOPOB KakK CNeacTBUE 3aMHTEPECOBaH-
HOCTU MOTOHEMPOHOB CMWHHOIO Mo3ra.
Y 80% 60nbHbIX BbISBMASIOTCA MPU3HAKK
CEHCUTUBHO-MO3XXEYKOBOW artakcuu. [lo
OaHHbIM 3reKTpoHenpommnorpacpmm Bbl-
SIBMSIETCS CHWXXEHME CKOPOCTEN npoBe-
OeHUst uMnynbsca no ABuUratenibHbIM BO-
JIOKHaM BCeX nepudepuyecKkx HepBoB 1
amnnuTyasl M-0TBETOB, Hapsay C yBenu-
YEeHVEM AMCTarnbHbIX NTAaTEHTHbIX Nepuo-
00B 1 gnutensHoctn M-otBeTos [7].

3aknwouyeHne. Beugy  BblpaxeH-
HOW reTepOreHHOCTN HacCMneACTBEHHbIX
MOTOPHO-CEHCOPHbIX Helponatuin  npu
3HAYNUTENBbHOM CXOACTBE KIMMHUYECKMX
NPOSIBNIEHNMN BO3HUKAKT 3HAYMTENbHbIE
TPYAHOCTWM NpV MAeHTUUKaLum reHe-
TMYECKOro BapmaHTa C UCMONb30BaHNEM
poporocTosuwmx metogos [HK-aHanusa.
OpHako yuynTbiBasi AOCTATOYHO BbICOKYH
pacnpoCTpaHeHHOCTb OTAEMbHbLIX DOPM
HacneaCTBEHHOW HelponaTum 1 Ux No3a-
HEeM [OuarHoCTuUKM B MOBCEAHEBHOW He-
BPOSIOrMYecKo npakTuke, Heobxooumo
NMOBbILLIEHNE HACTOPOXEHHOCTU MpPaKTU-
KyloLMX Bpaden (HeBponoros, neaua-
TPOB, Bpayewn obLuen NpakTukn) ¢ Lenbo
paHHero BbisiBNeHWs1 3aboneBaHus, Kor-
na Tepanus n peabunuTaumoHHble Me-
ponpusaTus Hanbonee addeKTUBHbI. ITO
No3BONUT 3aMenMTb TEMMbI NPOrpeccu-
pPOBaHUSA HaCMNeACTBEHHbIX HeponaTui
M ynyylwmTb counansHo-ObITOBYO agan-
Tauuo NaLneHToB.
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.B. )KykoseL

CUHTE3 CTEPOUAHbLIX TOPMOHOB
BO BPEMA BEPEMEHHOCTHU

(0630p nuTepartypbl)

B cTatbe npenctaBneHbl COBPEMEHHbIE AaHHble O CUHTE3e CTEPOMAHLIX FOPMOHOB BO BpeMsi GepeMeHHocTU. Ocoboe BHUMaHWE yaerneHo
KOPTK301Yy, Tak Kak OH SBNSIETCS KMOYEBLIM FOPMOHOM MNP OCYLLECTBIEHUM peakumii, obecrneumBatowmx roMmeocTas. lNokasaHbl COBpeMEHHbIE 1
MH(OPMATUBHbIE METOAbI ANArHOCTUKM YPOBHS TOPMOHOB Y HOBOPOXKAEHHbIX.

KntoueBble crioBa: ropMoHbl, 6epeMEHHOCTb, KOPTU30ST, NYNOBUHHAs KPOBb.

The article presents current data on the synthesis of steroid hormones during pregnancy. Particular attention is paid to cortisol, since it is a key hormone
in the implementation of responses to ensure homeostasis. Showing modern and informative methods of diagnosis of hormone levels in newborns.
Keyword: hormones, pregnancy, cortisol, umbilical cord blood.

[opMoHanbHas perynaums recrauu-
OHHOrO npoLecca OCYLLEeCTBAETCS eau-
HOV (PYHKLMOHANbHOW CUCTEMOW MaTb-
nnavueHTa-nnog. SHAOKPUHHAA YHKLUS
KaXkgoro 3BeHa 3TOW CUCTEMbl CaMOCTO-
sATenbHa M B TO Xe BPEMSI HAXoouTCs B
TECHOW B3aMMOCBS3M pyr ¢ Apyrom [7, 8,
16]. CoBepLUEHHO SICHO, YTO ManeunLmmn
cbon kakoro-nubo atana OyneT ckasbl-
BaTbCsl HA BCEM MNPOLIECCE B LIEMOM.

[Mpn cmsmonormyeckn npoTtekaroLlen
6epeMeHHOCTV NPOUCXOAUT MepecTpou-
Ka BCero opraHuama martepu, ocobeHHO
byHKUMOHANbHON  aKTMBHOCTU  XXemne3
BHYTPEHHEN cekpeuwnu. Mpouncxogut no-
BbILLUEHWE YPOBHSI TECTOCTEpPOHa, KOop-
TM30mMa, acTpaguona, nporectepoHa [6,
8,11, 14]. B, Il nlll TpumecTtpax Ge-
PEMEHHOCTN MNPOUCXOAUT MOCTENEHHOE
CHIDKEHME KOHLEeHTpauun ¢Oonnkyno-
cTumynupytoLiero ropmoHa. OTmeveHo
yBENUYEHne nepen pogamu npoayKumm
IMOKOKOPTUKOMAOB, 3a c4veT paboTbl
HagnoyevyHukoB nnoga. lNosbiweHne Ka-
TEeXONaM1HOB U TMPEOUOHbIX TOPMOHOB B
TpETbEM TPUMECTPE CTUMYNMPYET NMMo-
N3 B XXMPOBOW TKaHW, 3T0 obecneynsaet
3HEpru, HeobXxoaMMyo Anst AblXaHus 1
OBVXeHUs Mbiwl nroaa [4, 15].

HaunHas ¢ 12-14 Hepenu GepemeH-
HOCTW, nnaueHTa BbINOMHAET TOpPMO-

XYKOBEL, WpuHa BaneHTMHOBHa —
K.M.H., poueHT FOY BIO «Amypckas rocy-
0apCTBeHHasi  MegMUMHCKas — akafemusy,
zhukovec040875@mail.ru.

HanbHble BO3MOXHOCTU runodusa, amny-
HWKOB, HaAMOYEeYHUKOB W psga Opyrux
ernes BHYTpeHHen cekpeuuun [4, 7, 8,
12]. OHa nopaepxunBaeT aganTauMOHHO-
npucnocoduTenbHble peakumn GepemeH-
HOM, cnocobCTByET BbiIpaboTKe XOPUOHU-
YeCcKOoro roHagoTponuHa, nnaueHTapHoro
nakToreHa v nponaktuHa. log BnusaHvem
nnaueHTbl OCYLLEeCTBNSETCA npeBpalle-
HMWE aHOPOreHOB B 3CTPOreHbl, Mpouc-
XOOUT CUHTE3 nporectepoHa. [lnauex-
Ta CTaAHOBUTCA WCTOYHMKOM TPOMHbIX
ropmMoHoB. B uutonnasme xopuanbHOro
cumnnacta Ha 24-40 Hepene GepemeH-
HOCTWU OBHapY>XVMBAKTCS TTHOKOKOPTUKO-
naHble peuenTopsl [3, 5, 14]. AKTUBHOCTb
nX onpegensaeTcs KOpTU30SIoM Matepu, a
B pogax KOpTU30roM BblipabaTbiBaembiM
HagnoyevHvkamu nnoga. [lpu nsmeHe-
HAW KOHLIEHTpaLMM MOSOBbIX FTOPMOHOB
HapyLlaeTcs MaTovHO-MNNaueHTapHbIN
KPOBOTOK, MpOMCXoadaT MopdodyHKLMO-
HamnbHble U3MEHEeHUsI NNaLueHTbl, YTO Be-
0eT K UCTOLLEHNO rOpMOHanbHOW (yHK-
uun  peTonnaueHTapHoro KoMmnrekca,
pasBuTUIO doeTonnaueHTapHoOn HegocTa-
TOYHOCTW, recTo3a M naTorormM nnoaa
[11].

Mpouecc obpa3oBaHMsA CTEPOUAHbIX
rOPMOHOB B CUCTEME MaTb-MnaueHTa-
Nnnoa OYeHb CIOXKEH M HadnHaeTcs ¢
nepBoro Tpumectpa 6GepeMeHHOCTM u3
npeaLlwecTBEHHNKOB  xornecTtepuHa. [lo
JaHHbIM akagemuka JlyueHko M.T. Heno-
CpencTBEHHO € 7 Heaenu 6epemMeHHOCTU B
nnaueHTe onpeaensoTcs npeaecTBeH-

HVKWN XOnecTepuHa: MeBanoHoBasi KUCHo-
Ta, CKBamneH, 7-4ermgpoxonecrecTtepuH
[4]. OTO CBMAOETENBLCTBYET O HANMYMK yXKe
Ha paHHWX 3Tanax pasBUTUSI B MraueH-
Te cuctembl, obecneynBalollen CUHTE3
xorectepuHa. B pesynbrate CHWKeHus
KonuyecTBa cybcTparta Ha aTtanax obpa-
30BaHUSA XOrecTepvHa MnpOrHo3Mpyemo
OyOeT U yMeHbLUEHMEe KOHEYHOro npo-
Aykta OuocuHTe3a, HenocpencTBEHHO
camoro ctepouga [3, 4, 16 ].

MepBasi cTagusa npeBpalleHnst xone-
CTEpUHa B rOPMOHBbI SIBMSIETCS 00LLel Ans
BCEX CTEPOMAHbIX Monekyrn. B pesynbra-
Te obpasyeTcs BeLlecTBO, HasbiBAaeMoe
NPErHeHONMOH - KItOYEBON MPOMEXKYTOY-
HbI NPOJYKT CUHTE3a CTEPOUAHbIX rop-
MOHOB [3, 5]. OTa cTagmsa KOHTponupyeT-
Csl  KOPTMKOTPOMWUHOM, aHMMOTEH3NHOM,
CEPOTOHMHOM U MoHamu kanbuus. Ocy-
LLIeCTBIEHME ee NPOUCXOAUT B MUTOXOH-
ApusAX. AKTMBHOCTb MWUTOXOHApPAanbHOro
AEeCMOonasHoro Kommnnekca onpeaensior
[ABa OCHOBHbIX MEXaHu3ma: CUHTEe3 crneLl-
ncguyeckoro 6Gernka u oTpuuaTenbHas
obpaTHas perynsiuus  XornecTtepuHOM.
Mocne cTagmu nperHeHornoHa BO3MOXHO
pacxoxgeHve OUOCUHTETUYECKMX MpO-
LleCCOB MO HECKOINbKUM HarnpaBleHusMm
[14]. NperHeHonoH B CBOK ovepeab npe-
BpallaeTcs B nporectepoH. B panbHen-
Lem, ecrnv nporecTepoH nogBepraeTcs
rmapokcMnMpoBaHuto, TO obpasyetcs
koptuson [1, 71.

B ocHoBe Guonornyeckon akTMBHOCTHU
CTEPOUOB NEXUT CTporasi KOMMremMeH-



