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HACAEACTBEHHbIE ®AKTOPbI MbILLEYHOW TMMNOTOHWUU Y AETEN
WU. H. Aoarosa, C. M. Kapnos, O. A. MuHaeBa

CTABPOMNOALCKUI rOCYAQPCTBEHHbIN MEAULLUHCKUIA YHUBEpPCUTeT, Poccus

HERIDITARY FACTORS OF MUSCULAR HYPOTONIA IN CHILDREN
Dolgova I. N., Karpov S. M., Minaeva O. A.

Stavropol State Medical University, Russia

MpoBeneHo KIMHUKO-reHeTuyeckoe obcnenosaHne 48 getert ¢ CUMNTOMOKOMMAEKCOM MblILIEYHOW rMnoToHum (MI).
M3yyeHa ponb HacnencTBeHHbIX GakTOPOB Cpeamn HEKOTOPbIX 3ab0sieBaHUi AeTCKOro Bo3pacTa, conpoBoxaatowmxcs Mr .
Y 23 peTen 1 nx poamTenen BbisiBleHa 60bluas Harpy>KeHHOCTb Npu3HakaMmu ANCNAasnumu CoeanHNTENbHOM TKaHu, ama-
rHOCTUPOBaAH CUHAPOM dnepca — [annoca. B 12 cnydaax npuymHon MIT oka3anncb HacneaCTBEHHbIE HEPBHO-MbILLIEYHbIE
3aboneBaHuns: NPOrpeccupyolmne MollledyHble aucTpodun n 6onesHb BepgHura — NoddmaHHa, NoaTBepXaeHHbIe C No-
MOLLbIO MOJIEKYNSIPHO-reHeTnyecknx metoauk. Y 13 neten MI 6bina o6ycnosneHa nepuHaTanbHbiM nopaxeHnem LIHC. Ha-
KOMJIeHMe MPU3HaKOB AMCnNa3nn COeANHUTENBHON TKaHW y aeTer ¢ MIT n ux pogmtenen Nno3BONSET NPEANONOXTb HAaNn4mne
COeaHUTENBbHOTKAHHOM naTonornu. B apyrmnx cny4dasx ¢ uenbio anddepeHumansHOn AMarHoCTUKN NOKa3aHO NPUMEHEHVE
MOJIEKYIIPHO-FEHETUHYECKOrO UCCNen0BaHNS.

KrroyeBbie cioBa: MbiLLeYHasi TMnoTOHUS, COEAUHUTEIbHOTKaHHas natosorus, anpoepeHumanbHas AMarHocTmka

Clinical and genetic examination of 48 children with complex symptomatic muscular hypotension (MH) was performed.
The role of hereditary factors in connection with some childhood diseases was studied. In 23 children and their parents a
high prevalence of connective tissue dysplasia was revealed and Ehlers — Danlosa’s syndrome was identified. In 12 cases MH
were caused by hereditary neuromuscular diseases: progressive muscular dystrophies and Verdnig — Hoffman’s disease.
These were confirmed by the genetic analysis. In 13 children MH was caused by perinatal lesions. The overwhelming pres-
ence of connective tissue dysplasia signs in children with MH suggests the presence of connective tissue pathology. In the
other cases, the use of molecular genetics analysis is useful for the differential diagnosis.

Keywords: muscular hypotonia, connective tissue pathology, differential diagnosis
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Ml - MblWweyHas rmnoToHUS
MMM - nporpeccupyoLwas MblllevyHas AUCTpodus
C3[4 - cuHapoM Dnepca - [aHnoca

LUHC - ueHTpanbHas HepsBHas cucTema
SOMI' - anekTpoMuorpadus
SHMI - anekTpoHepomuorpadms

rmyeckux npoonem aenqaerca audoepeHumanb-

Hag guarHocTuka 3abosieBaHuii, CONpoOBOXAa-
IOWUXCH MbilleyHou runotoHuen (MrI). UsBecTHO,
41O ANg 0603HavYeHUs AMPEPY3HON MbILLIEYHOW rMno-
TOHUU BHE 3aBUCUMOCTU OT €€ NPOUCXOXAEHUS Obls
npeasioXXeH CUHAPOM «BsJbi pedeHok» [1, 2]. B nu-
TepaType onucaHbl 6osee 80 pa3nuyHbix 3ab6oneBa-
HUIA, CONMPOBOXAAOLNXCS B paHHEM BO3pPacTe TakKuM
CUMMNTOMOKOMIUJIEKCOM. Cpean HUX nepuHaTasibHble
NnopaxeHUss HEepBHOW CUCTEMbl, BPOXAEHHble 3a-
GoneBaHusi, HacneacTBEHHble HEepPBHO-MbiLLIEYHble
3aboneBaHus, ¢epmeHTonaTum, oOYCNOBNEHHbIE
reHHbIMU MYTauUaMM, MUKPOCTPYKTYPHble XPOMO-
COMHbI€ CUHAPOMBbI, HAC/IeACTBEHHbIE KOJU1areHona-
Tum (cuHgpom Adnepca — [laHnoca) u gpyrue, ykasbi-
BaloLlUe Ha TaXesble HapyweHus y pebeHka [3—6].
BonbWMHCTBO 3ab0oneBaHU OUArHOCTUPYIOTCH C
MOMOLLLbIO CJIOXHbIX, CreLunasnbHbIX FreHeTUYEeCKUX "
OuoxumMmnyeckux metoauk [7-9].

BaxHoe npakTuyeckoe 3HaveHWe UMeeT onpege-
neHne cneunduyecknx AOMarHOCTUYECKUX MNPU3HAKOB,
onpeaensowmx HO300MMYECKY NPUHAANEXHOCTb 3a-
6oneBaHnsl, B KIIMHUYECKOW KapTMHE KOTOPOro MmeeT
MecTto MI'. CBoeBpeMeHHas (paHHss) AnarHocTuka He-
obxoavma Ans Ha3HaydeHust KOMMJjiekca TepaneBTuye-
CKNX BO3OENCTBUI, NPOrHO3NpPOBaHUS Te4eHus 3abone-
BaHUSA 1 NPODUIAKTUKM MOBTOPHbIX Cy4aeB POXAEHUS
DEeTel C TAXENbIMU HACNeACTBEHHbIMY 3a00/1€BAHNSIMU.

Llenb nccnenoBaHnus: U3ydnTb POSib HACAEACTBEHHbIX
dakTopoB cpean 3aboneBaHnini 4ETCKOro Bo3pacTa, Co-
NPOBOXAAIOLLNXCS MbILLEYHOW FMMOTOHUEN.

Martepuan n metogbl. Ha 6a3e ncmxoHeBposnorun-
yeckoro otaeneHmss KpaeBon KIMHMYECKOW OONbHULbI
nposeneHo obcnenoBaHune 48 neteli ¢ CMHAPOMOM Mbl-
LeYyHOM rmnoToHnn B Bo3pacTte oT 1 roga oo 12 ner. Mo
JaHHbIM aMBynaTopHbIX KapT, 3TU nauneHTbl Habnoaa-
nnck Ha 1-M rogy XnsHu ¢ anarHo3om: «fepuHatanbHas
aHuedanonaTus, CUHAPOM ABUraTesIbHbIX HAPYLUEHN».
Cpeon obcnenoBaHHbIX BbISIB/IEHbI Cledylolimne HO30-
Norn4eckme rpynnbl: HACNeACTBEHHbIE HEPBHO-MbILLEY-
Hble 3abosieBaHMs (CMMHaNIbHblE amMMOTPOGUM U NPO-
rpeccupyowme MblleyHble anctpodumn) — 12 geten;
HacnencTBeHHble 3a60N1eBaHNS COeANHUTENbHOM TKaHU
(cungpom 3Anepca — Oannoca — C3M, 1l n Il TvnoB) -
23 pebeHka; 13 geTten ObiM C MbILLEYHON TMNOTOHNEN
Ha dOHe nepuHaTanbHOro NOPaxXeHuUs HEPBHOM CUCTe-
Mbl. KOHTponbHYO rpynny coctaBunn 23 pebeHka cooT-
BeTcTBYlOWEro Bodpacta. C uenbio gnddepeHumnanb-
HOM OMarHOCTUKM MUCMONb30Banu cneaylowme MeToabl:
dU3nKanbHbIN 1 HEBPONOrMYECKUA OCMOTPbI, KIMHUKO-
reHeanornyeckmini aHanns (OCMOTPEHbl U 06CNen0oBaHbI
82 poacTBeHHMKa | cTeneHu poacTea U3 rpynnbl 4eTeln ¢
MT 1 28 poautenen n3 KOHTPOJIbHOM FPYNMbl AETEN), MO-
NeKynspHO-reHeTnYecknin MetToa. 'eHeTnyeckmne ncecne-
[0BaHVs BbINOMHEHb! B nabopatopun JHK-anarHoctukm
MeOMKO-reHeTUYeCKoro HayyHoro ueHtpa PAH (Mo-
ckBa). Nlcnonb3oBanu MmeTon, anekTpoHenpomuorpadpum
(BHMT), anektpomuorpadum (OMrI). Megunko-ctatncTu-

Bp,eTCKOM BO3pacTe OA4HON U3 BaXHbIX HEBPOJO-

610

Yyeckne MeTodbl MCMOoNb30Banu Oasa OLEHKM AOCTOBEpP-
HOCTW Pe3ynbTaToOB UCCIEA0BAHUS.

PeaynbTaTtbl 1 06cyXxaeHue. KnnHuyeckas aHaqn-
MOCTb cuHapoma MI™ TpebyeT NpaBUIbHON MHTEPMpPeTa-
LN 1 OCTOPOXHOCTU NPU OLLEHKE CTEMEHU ero TAXeECTU.

Mpu yctaHoBneHun puarHosa C3[ pewawowmmMmn
npu3Hakamun 6binn rMNepMoBuIbHOCTbL CYCTaBOB U MO-
BblLUEHHAA PACTAXMMOCTb KOXHbIX MOKPOBOB, KOTO-
pble 4acTo COMpPOBOXAANNCH APYrMMU XapakTepHbIMU
0N HaCneAaCTBEHHbIX KOJareHonaTtuii CUMMNTOMaMMU.
BaxHoe 3HauveHue gna anddepeHuranbHOn aAuarHo-
cTukn 3abonesaHuii ¢ Ml HacnencTBEHHOW MpUPOAbI
MmeeT GU3MKanbHbI OCMOTP U BbISIBAEHNE MPU3HAKOB
OMCNNasnun COeaMHUTENbHOM TKaHW K3 O6LLEero Konm-
yectBa 84. Mpu nx aHann3e ycTaHOBMIEHO, YTO Y AeTel
c C3/1 B cpaBHEHUM C KOHTPOJIbHOM Fpynnon 3Hayu-
TENbHO Yalle BbIIBASIUCL Clefylolme npusHaku: no-
BbILLEHHAs MOPLWMHUCTOCTb NagoHen y 22 peten —
95,7+4,3 % (p<0,001); markve ylwHble PAKOBUHbI Y
22 petent — 95,7+4,3 % (p<0,001); HapyLweHne ocaHKn
y 16 peteii — 69,6£9,8 % (p<0,01); akxmumo3bl y 14 ge-
Ten — 60,9%+10,4 % (p<0,001); nnockoctonue y 13 ne-
Ten — 56,5+10,6 % (p<0,05); ronybble cknepbl y 12 ne-
Ten — 52,2+10,6 % (p<0,05); oucnnacTUyHbIE YLUHbIE
pakoBuHbl y 10 geten — 43,5£10,6 % (p<0,01); nyno4yHas
rpeixay 9 getenn — 39,1 +£10,4 % (p<0,05); 3agepxka pu-
3nyeckoro pa3sutua y 8 geteii — 34,8+10,2 % (p<0,05);
MOBbILLEHHAsA PACTSXXUMOCTb KOXHbIX MOKPOBOB Yy 7 Ae-
Ten — 30,4%9,8 % (p<0,01); aHOManNbHbIA POCT 3yOOB Y
6 neten — 26,1+9,4 % (p<0,05).

Mo paHHbiM OHMI BbLISIBAEHO CHMXEHME CKOPOCTU
npoBeAeHNs MO ABUratesibHblM BOJIOKHAM CPEeAVHHOro
HepBay neTei c C3[, (52,6 £0,7 M/C) B cpaBHEHWM C KOH-
TponbHOM rpynnown (p<0,001).

Matonorns @yHKUMM MbileYHOW TkaHu npu C3L,
SBNSIETCS BTOPUYHOW MO OTHOLLEHUIO K MOPAXEHU CO-
€OVHUTENBHOTKAHHbBIX CTPYKTYP MbILLIEYHO-CBA304HOrO
annaparta. lNepBuYHbIN BroxmmMmnyeckmnii fedekT Tpex ca-
MbIX pacnpocTpaHeHHbix dopm CI/, (I, 11, 1Il TMRbI) OKOH-
yaTeNbHO He UAEHTUGUUMPOBaAH. MPOrHO3 MbILLEYHOM
TMMNOTOHUM NPU COEOMHUTENbHOTKAHHbIX 3a60neBaHnsaX
Heb6NaronpUaTHbIN.

Hannune npusHakoB aucnnasmm COeOUVHUTESIbHON
TKaHW y geTteln ¢ HacneacTBEHHbIMU HEPBHO-MbILLEYHbI-
MW 3a601€BaHUSIMWN HE MMEO CYLLLECTBEHHBIX Pa3nnyunii
C AeTbMW KOHTPONbHOM rpynnbl. JAnarHo3 y neten aTtomn
rpynnbl 6bl1 YCTAHOBNEH HA OCHOBAHUU KJIIMHUYECKUX,
OMI, QHMI paHHbIX W noaTBepXAeH peayfbTaTaMiu
OHK-gnarHoctmnkm. B pesynbtate MONEKYNSPHO-reHETU-
4eCKOro UccneaoBaHns NPy NPOrPeCCUPYIOLLLEN MblLLeY-
HoW amnctpodun (MMA) OioweHHa 6binn BblOENEeHbI: Ae-
neunn 50 ak30Ha reHa-aAnCcTpodpuHa, aeneunmn 47 ak3oHa
reHa-gncTpodunHa Ha cermeHTe 21.2 KOPOTKOro nneya
X-XpoMocoMsbl 1'y ogHoro pebeHka ¢ MM/, Bekkepa Bbl-
nenexHa neneuns 45-48 3k30HOB reHa-gmMcTpodumHa. Ha-
onoganuck Takxke 3 pebeHka Co CrMHanbHOM aMUOTPO-
duen BepgHura — NobdmaHHa, y poantenen KOTopbIxX
npyv MOJIEKYNSPHO-FEHETUYECKOM UCCNea0BaHNN BblAE-
neHbl geneunn 7-8 ak3oHoB reHa SMN, nokannsoBaH-
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HOrO Ha OJIMHHOM MnJle4e XPOMOCOMbI 5. Y Bcex aeten ¢
MMV npn SMI BbiSBNEH | TN 9NEKTPOMUOrpaMmbl, a 'y
OeTen co cnuHanbHOM ammoTpoduen — Il Tmn anekTpo-
MWOrpamMMmsbl, YTO NMOATBEPXOANO0 YCTAHOBJIEHHbIN Aua-
rHo3. [lMpu unccnepoBaHUM CKOPOCTM MNpPoOBeAeHUs Mo
OBUraTefibHbiM BOJIOKHAM CPEeAVHHOro HepBa B rpynne
neTen ¢ HacneaCTBEHHbIMU HEPBHO-MbILLIEYHbIMY 3200~
neBaHMaMM HabnOaNoCb CHUXEHME CKOPOCTU MpoBe-
neHnsa oo 53,4+1,5 m/c (p<0,001).

B rpynne peteli ¢ M, 0O6ycnoBfeHHOW nepuHaTanb-
HbIM MOpPaxeHWeM, BbISIBJIEHbl Cleaylolmne npusHakm
OVCNNasnm CoeanHUTENbHOM TKaHW: akTUBHOE A0p3alib-
HOe ABWMXeHue 3ansctuin y 9 yenosek — 45,0£11,4 %
(p<0,05 B CpaBHEHMM C KOHTPONBLHOW FPynmnown); nac-
cuBHOeE crubaHme TpeTbero metakapnodanaHroBoro cy-
ctaBay 7 yenosek — 35,0+10,9 % (p<0,05). PeaynbTathl
OHMI-uccnegoBaHus B 3TOW rpynne AeTen He UMenn
CTaTUCTUYECKN OOCTOBEPHbLIX PA3NNYUA C rPYMNMNON KOH-
Tpons.

BaxHoe 3HayeHMe Tnpu YCTaHOBNEHUW Hacnen-
CTBEHHOro xapaktepa 3ab0JfieBaHUS MMEEeT BbisiBlieHne
dEeHOTUNNYECKMX MNPU3HAKOB Cpean pPOACTBEHHUKOB
npob6aHpa. C 3TON Lenblo ObIIM OCMOTPEHbI POAUTENN
obcnenoBaHHbIX OeTei. B rpynne pogutenei geten,
cTtpagaowmx C3[, B CpaBHEHUN C KOHTPOJNIEM BbISIB-
JIeHbl crefyowme NpmM3Haku AMcnnasvum COeanHUTENb-
HOW TKaHM: TOHKasa koxa y 32 yenoBek — 72,7x6,7 %
(p<0,01); BapnKO3HOE paclUMpeHne BEH HUXXHNX KOHEeY-
HocTen y 18 — 40,917,4 % (p<0,001); ocTeoxoHOpO3 y
13 yenosexk - 29,5£6,9 % (p<0,001); nnockocTtonue y
12 -27,3%6,7 % (p<0,01); markve ylHble PaKOBUHbI
y 9 - 20,5+6,1 % (p<0,05). Y poauntenen petei c Ha-
CNnefacTBeHHbIMW  HEepPBHO-MbILLEYHbIMW  3abofieBaHn-
MW Yalle BbIBASNIMCb HApPYyLIEHME OCaHkM — y 4 ye-
noeek, 66,7+21,1 % (p<0,05), u ocTteoxoHapo3 — vy 4,
36,4+15,2 % (p<0,05). B rpynne poautenen peten ¢
nepuHaTasnbHbIM NopaxeHnemM Hanbosnee BblpaXeHHbIMN
npuaHakamMmm OUCnnasnuy CoeauHUTENbHOM TKaHW Oblnn:
naccmBHoOe npueeaeHne OONbLIOro Nansbua K npeanne-
Yblo co crmbaHmnem 3anacTbs — y 8 yenosek, 38,1+10,8 %

AuTepa'rypa/ References
BapansH J1. O. HacnencteeHHble 6one3Hun. TallkeHT: Me-
onumHa, 1980. [Badalyan L. O. Nasledstvennye bolezni.
Tashkent: «Medicina», 1980. (In Russ.)].

2. XonopeHwH KO. M., Jonroea WU. H., Ctapoay6ues A. W.
PesynbTaTthl AHamMuyeckoro HabnoaeHns 3a nauveHTa-
MV MOJIOQOro BO3pacTta, NepeHecLUMMN TPaH3UTOPHbIE
nwemuyeckne ataku. KybaHckuii Hay4Hbli MeaNLIMHCKNI
BecTHuk. 2009;5:129-132. [Goldenen Yu. P., Dolgova |. N.
Starodubtsev A. I. Results of dynamic observation of pa-
tients of young age who have had a transient ischemic at-
tack. Kubanskij nauchnyj medicinskij vestnik. — Kuban sci-
entific medical Bulletin. 2009;5:129-132. (In Russ.)].

3. Dubowitz V. Floppy infants. London. 2ed., 1985.

4. WnbeHko A. U., TonocHas I'. C., MNetpyxuH A. C. Katam-
HecTuyeckoe HabsnogeHve 3a OeTbMU, NepeHecLInMmn
nepuHatanbHylo natonoruto LUHC. Meagnatpus. 1996;5:
46-49. [I’'enko A. |., Golosnoy G. S., Petrukhin A. S. Fol-
low-up study of children with perinatal pathology of the
CNS. Pediatriya. — Pediatriya. 1996;5:46-49. (In Russ.)].

5. Kosnoea C. U., CemaHoBa E., lemukosa H. C., BaunH-
HukoBa O. E. HacnencTBeHHble CUHOPOMbBI U MEAMKO-
reHeTnyeckoe KOHcynbTupoBaHue. Mocksa: [MpakTuka,
1996. [Kozlova S. I., Semanova E., Demikova N. S., Blin-
nikova O. E. Nasledstvennye sindromy i mediko-geneti-

CeeaeHus 06 agTopax:

(p<0,05); BapnKO3HOE pacLUMpeHne BEH HUXHNUX KOHEY-
HocTel — y 6, 28,6£10 % (p<0,05), n naccuBHoe crnda-
HMEe TPEeTbero MetakapnodanaHroBoro cyctara —y 5 ye-
nosek, 23,8%+9,5 % (p<0,05).

Takum 06pa3om, YyCTaHOBJIEHO, YTO OTAeSibHble Ha-
cnencTBeHHble 3a60neBaHnst, CONPOBOXAAOLWMECS Mbl-
LLIEYHON TMNOTOHWEN, BKOHAOT AedeKkTbl Ha FeHHOM
WM XPOMOCOMHOM YpOBHe. ITu aedekTbl oTpaxatoT
reTeporeHHOCTb FEHOTUMOB, NeXallylo B OCHOBE MOn-
Mopdur3mMa HacneacTBeHHbIX 6one3Hen obmeHa, meTa-
6onmama konnareHa, nedeKkToB CuHTe3a AUCTPODUHA,
HapyLeHNn pa3BnTUS MOTOHENPOHOB CMMHHOIO MO3ra.

3aknioyeHue. [1poBeaeHHOEe KNMHNYECKOe Nccneno-
BaHMe NMO3BOJINIIO OLLEHUTb peanm3auuno reHeTUYeCKoro
nedekTa Npy HEKOTOPLIX HACNEeACTBEHHbIX MOHOIEHHbIX
3a60/1eBaHMSAX, COMPOBOXAAILNXCA MbILLEYHOW runo-
ToHuel. MNokasaHa posib 0coH6eHHOCTEN PYHKLMOHUPO-
BaHMA KOJINAreHoBbIX CTPYKTYP B GOPMUPOBAHUN CUM-
nTomMokommaekca, npossnagalouweroca MIr. BeiseneHo, 4to
y neteii c CO/L, nmeeTtcs 60nbluas «<Harpy>XeHHOCTb» Mpu-
3HaKkamMu gucnnasnm COegMHNUTENbHOM TKaHM NO CpaBHe-
HUIO C OETbMWU, UMEILIVMN HACNEACTBEHHYIO HEPBHO-
MbILLEYHYIO MaToNormio 1 nepuHaTasnbHyO MaTonoruio.
Pooutenn atux OGONbHbLIX AeTeil oTnnyanucb Gonbluei
4acTOTOW COEeANHUTENBbHOTKAHHbBIX CUMMNTOMOB MO CpaB-
HEHWIO C KOHTPOJIbHOM FPynnon n poamtensamu geTen c
6ones3Hbio BepaHura — ropdmanHa v NMA. Hakonnenuve
MPU3HaKOB ANCMIA3UN COEANHUTENBHON TKaHN Yy AETEN C
Ml n nx poagnTenen NO3BONSET NPEANONOXNTb HANNYNE
COeMHUTEeNbHOTKAHHOW naTonorum, B 4yactHoctn CO/.
B aTux cny4asx nokasaHo HabnoaeHne B aguHamMmunke 6e3
MPUMEHEHUS CNOXHbIX ANarHoCcTuyecknx metoguvk. Mpu
OTCYTCTBUN U3MEHEHUN COEANHUTENBHOTKAHHbLIX CTPYK-
TYP W B Ciy4asix NPOrpeavieHTHOro TeYeHus nokasaHo
LOMNOJIHUTENBHOE MOJIEKYNSAPHO-FrEHEeTUYEeCcKoe uccne-
LOBaHVE C LENblO BbIIBAEHUS HACNEOCTBEHHOW HEpPB-
HO-MbILLEYHOW NaTofiornn 1 psaa opyrmx 3abonesaHuni.
KnuHuko-reHeanornyecknin meton obsa3aTteneH y geten
¢ MI" npu nx ocmoTpe Ang nepsmnyHoOn anddepeHumans-
HOW AMarHOCTMKM NpeanosaraemMon Ho300rnu.
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