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YHUBEpPCUTET

Pe3some

CuHOPOM «pUTMOHOrO MO3BOHOYHWUKAa» — pedko BCTpevatolleecsi 3aboneBaHWe HEBPOMOrMYECKOro reHesa, 3TMOMOMUA M natoreHes
KOTOpOro A0 KOHUa ele He m3yyeHbl. CUHOAPOM «PUrMOHOTO MO3BOHOYHMKa» Y AeTen COMpOBOXAAETCA HerpyobiMM HapyLleHUsiMK
no3bl, HaMmoMVHawLWwwme «nody crmbatenen» y naunmeHToB, HGOMbHBIX MNAPKMHCOHM3MOM. B pesynbTaTe maTonormyeckoro BAWUSHUS y
naumeHTa pesko YyMeHblUaeTcsi ABuUratenbHas akTWBHOCTb. [INs NoaTBepXAeHUs OKOHYaTenbHOro AuarHosa y pebeHka Bpayn
NpPOBOAAT UCCIeOBaHNe MMEIOLLENCS KIMMHUYECKOW KapTUHbI U pe3ynbTaThl 31eKTPOdM3MONorMyecknx MeTohoB MCCNefoBaHUs.
MpvBEeAEHHBIN HaMW  KIMHUYECKUA CryYal HarnsagHoO AEMOHCTPUMPYET BaXHOCTb MEePCOHanM3vpOBaHHbIN  MeauuMHbl  ANS
YCTaHOBIEHNA TaKNX CIOXHbIX ANArHO30B, Kak CUHAPOM PUrMAHOTO NO3BOHOYHMKA.

KnioueBble cnoBa: purimgHbIi NO3BOHOMHWUK, FEHETUYEeCcKOe WCCnegoBaHue, H6oneson CUHOpPOM, MapCbaHOI'IO,D,OGHbIl;l cuHapom,
coegnHUTEenNbHasA TKaHb.

Summary

The "rigid spine" syndrome is a rare disease of neurological origin, the etiology and pathogenesis of which have not yet been fully
studied. The "rigid spine" syndrome in children is accompanied by non-rough postural disorders that resemble the "flexor pose" in
patients with parkinsonism. As a result of the pathological influence, the patient's motor activity sharply decreases. To confirm the final
diagnosis of the child, doctors conduct a study of the existing clinical picture and the results of electrophysiological research methods.
The clinical case presented by us clearly demonstrates the importance of personalized medicine for establishing such complex
diagnoses as rigid spine syndrome.

Key words: rigid spine, genetic study, pain syndrome, marfan-like syndrome, connective tissue.

References to the article
Pronyaeva T.V., Raspopov S.A., Serezhkina A.V., Zhiznevskaya

Bubnuorpacdmyeckasn ccbisika Ha cTaTbiO
MponsieBa T.B., Pacnonos C.A., CepexkuHa A.B., XXn3Hesckas

.. KnuHnyeckne ocobeHHOCTM CUHApOMa «pPUrMaHoro
no3soHo4HWKa» // Innova. - 2021. - Ne 2 (23). - C. 34-38.
DOI:

BeepneHue. CwvHapom «puUrngHoro
NMO3BOHOYHMKa» - penko BCTpeyatoLleecs
3aboneBaHve HEBPOSIOMMYECKOrO reHesa, 3TMonorus
N naTtoreHes KOTOPOro A0 KOHUAa elle He U3y4eHbl.
[aHHaa aHomanusa  KNWHUYECKU  NposiBNsieTcs
MOCTOSIHHBIM OLLyLLIEHNEM HanpsXXeHust B Mbllwuax u
BbIPaXEeHHbIM 6oneBbiM CUHAPOMOM
B onpedeneHHbIX aHaToMmmyeckux obnactsx [2]. B
pesynbTate naTtoriorMyeckoro BUAHWUS Y NauueHTa
pesko YyMeHbllaeTcs [ABuraTenbHasi akTUBHOCTD.
[ns noaTBepXAeHus OKOHYaTernbHOro auarHosa y
pebeHka Bpayu npoBoaAT nccriegoBaHue
NMEIoLENnCs KNUHUYECKON KapTWHbLI U pesynbTaThl
3NEeKTPOU3NOSONMYECKNX METOAOB MCCNEeAoBaHUSA

[1].

1.1 Clinical features of the "rigid spine" syndrome // Innova. -
2021. - No. 2 (23). - P. 34-38.
10.21626/innova/2021.2/08

CvHOPOM  «PUIMOHOTO MO3BOHOYHUKA» Y
AeTen conpoBoXAaeTcs HerpybbiMu HapyLleHUsaMU
no3bl, HanoMuHalWKMMK «no3y crubatenen» vy
NnauueHToB, 60nbHbIX NapKMHCOHN3MOM.
3aboneBaHne Ha4YMHaETCH, Kak NPaBuIio, B AETCKOM
Bo3pacte (4O 7 neT) M KIMHMYECKN NposiBNseTcd
HapylweHMemM  MNOABWXHOCTM U crubaTenbHow
KOHTPaKTypoOWl LUEMHOro, MOSCHUYHOIO W OpYyrux
OTAENoB MO3BOHOYHUKA, a Takke HapyLlleHneMm
OCaHKW, YMEPEHHbIMW KOHTpakTypamu B cycTtaBax [1,
2].

Lenb ncenegoBaHns - n3yyeHue
0oCcODOeHHOCTEV pasBUTUS CUMHOPOMA  «PUrMAHOrO
MO3BOHOYHMKA» Ha MpUMepe KIMHWYECKOro crnyyas
JaHHoM  naTtonormm y  pebeHka 13 ner,
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Haxogdwerocd Ha fledeHun B OTAeNeHun
aHgokpuHonorun POKE ®rAOY BO PHUMY wnwm.
H.N.Muporosa Munsapasa Poccuu (r. Mockea).

KnuHuuyeckumn cny4an. MaTepuanom
AaHHOM paboTbl MOCAYKUNW KNMHUYECKUe AaHHble
M3  uctopun  Gonesum pebeHka 13 ner,

HaxoauBLLErocs Ha ctaumoHapHoM nedexnmun B POKB
®rACY BO PHUMY wm. H.W.Muporosa. W3
aHaMHe3a >XW3HW U3BECTHO, YTO pebeHOK poXaeH OT
Il 6epemeHHocTM (I — BblkMObIWL Ha 8 Hepd.),
npoTekaBlen Ha ¢boHe naTonorM4yeckon npudaBkm
Beca, Yrposbl npepbiBaHus BO Il-m TpumecTpe
(Tepanusa B ycnoBuax ctaumoHapa), MHoroBoaus, 1-
X CPOYHbIX CaMOMpPOU3BOSIbHBLIX POAoB (6e3BOAHLIN
nepuod 7 4acoB, 3eneHble BoAbl, 06BUTUE
MyrnoBMHbI BOKPYr Len, B pogax CTUMYMsSLms).
Macca npu poxagenum 3900 r, anuHa 59 cm. OueHka
no wkane Anrap 6/8 6annos.

B Bospacte 12 gHeln rocnutanuvsvMpoBaH B
oTaeneHve nartonorum HoBopoxaeHHbix [OKB, roe
Haxogunca ¢ 2.11.04 no 19.11.2004 ¢ gmnarHosom:
CoyeTaHHoe ULLIEMUYECKN-rEeMOpparnyeckoe
nopaxeHve LHC cpegHen Tsaxectn. CuHapom
HepBHO-pednekTopHor Bo3byamMmocTu. [loaBbIBMX
C1-C2 «nepegun. BHyTpuyTpoOHas xnamuguiHas
NHMEKUMSA. HOMHBIN KOHBIOHKTUBMWT. TUMOMeranus.

C 3 netr oTMe4yaeTcs MuHMManbHas
avHamuka Beca. B 2009 r (4,5 r.) npoBegeH aHanms

http://innova-journal.ru/

Ha TCX - oTtpuuatensHo. B 2014 r. (10 n)
nposegeHa MPT rONoBHOIO Moa3ra -
uepebennsipHble apaxHougarnbHble KUCThI
Modxedka. B 2015 r. npu OraC - gaeneHus
XpOHUYecKoro ractpogyogeHuta. KoHcynbTupoBaH

reHeTMKkoM no Mecty >wutenbctBa: MASS -
MapcaHonofoOHbIA  CMHOPOM  COEAMHUTENbHOM
TkaHn. B anpene 2018r. npoBegeH  Kypc

XopuoHuyeckoro roHagoTtponuHa 500 E[Ne 10 no

pekoMeHaauunm 3HOOKpMHOMora no MecTy
XKUTENbCTBA.
B wwoHe 2018 . NpoKOHCYnbTMpOBaH

3aBegywowum otgeneHnem KapmaHnoseiM M.E. —
aHepreTMyeckass  HegocTaToyHocTb.  Kaxekcus.
3apepxka nonoBoro passutus. [ocnutanusaums B
otgeneHve aHaokpuHonorun POKB Bnepeble ans
yTO4HeHus gansHenwero BegeHusa 10.06.2018. Mpwu
ocmotpe: Bec 23,5 kr, UMT 10.2, meHee 3%; pocT
150 cm. 10%. AHgpouaHbin  mopdoTun ¢
anemMeHTamu mapdaHomaHbIX nponopuuin. CTUrMbl
ancambpuoreHesa B npegenax ceMelHo-
KOHCTUTYUMOHanbHbIX  ocobeHHocTen. Koxa ¢
MWHVMManbHbBIMKM  criegamu  3arapa, OTmevaeTcs
CYXOCTb KOXW KOHEYHOCTEMN. YyacTku
rmnepnurMeHTauum  no  Tuny  «Opbi3r  rpasmy».
IucTtanbHoe oBonoceHue — rmnoTpmxos (puc. 1).

PucyHok 1. JedopMauus rpyqHON KNeTkX, y4acTku rmnepnurMeHTaumnm no tuny «opbIiar rpsasm»
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[MOOKOXHO-)KMPOBOW CHOW PE3KO CHWXKEH,

NpakTU4eCKM OTCYTCTBYET, pacnpegeneH
paBHoMepHo. OTmevaeTcs AnddysHas MbilleyHas
rMNOTPOUNSA, MbIWEYHbIA TOHYC — T[UNOTOHUS.
Ckonuos rpyaHoro otoena NO3BOHOYHMKA,

aedopmauma rpygHon knetku. (puc. 2) lNMpuaHaku
coeavHUTEenNbHO-TKaHHOM Aaucnnasmn. OTmevaeTtcs
OrpaHuYyeHne noaBWXKHOCTK,  MPEUMYLLECTBEHHO
LUeHoro otaena no3BOHOYHMKA. 3ybbl — YacTu4yHas
cMmeHa. PuHonanus.

PucyHok 2. Ckonunos rpygHoro otaena no3BOHOYHMKA.

YCC 104-139 ya. MUH., CUCTONNYECKUIA LLIYM
BOONb NeBoro kpas rpyauHel. ALl 92-124/62-95 mm

pT. cT. CTyn perynsapHblii, AuMypes B HOPMe.
WntoBnaHaa xenesa 0 no BO3, knuHnyecku
3yTMPEO3. HapyxHble rnonosble opraHbl

chopMMPOBaHbI MO MY>XCKOMY TuNy, npasunbHo. VO
PIGIIAX not FO Ma 0. TecCcTukynbl B MOLLOHKE,
D=S=8 cm3. Penis 7.0

Y3 opraHoB Manoro Tasa: MoYkM He
yBenu4yeHbl, pacnonoxeHbl 0bbl4HO. MNpaBas 93x38
(14) mm, neeast 100x37 (14) mm. KOHTypbl poBHbIE,
napeHxuma audpdepeHuuposaHa, UYNC — He
paclmpeHa, noxaHka cneBa 3KCTpapeHanbHasi C
npoceetoM 7 MM. O6nacTb HagMnoOYeYHWKOB He
N3MeHeHa.

Y3 wuMToBMAOHOM >Xenesbl: npasas Aons
11x8%22 mm (0,9 mn), neeasa gona 9x7x24 mm (0,7

mn), nepeweek 1,8 mm. O6wmn obbem 1,6 mn.
KOHTYpbl — PpOBHble, MNapeHxuma  OObI4HOW
9XOFEHHOCTM U CTPYKTYpbl,  BacKynspusauus
He3Ha4yMTernbHO NOBhLILLEHA.

OKI ot 5.10.2018: 30C oTknoHeHa BneBo.
CuHycoBbln  putm  113-128 ya/muH.  BeposiTHO
OudacumkynapHaa Grnokaga MpaBoOW HOXKU Mydka
lNnca (npaBas+nepeaHeneBas). N3meHeHunst
npeacepaHoOro KOMMOHEHTa 3a CYeT NeBoro.

OKIr oT 19.10.2018: CUHycoBasd
TaxmapuTtMus c yccC 128-135 ya/MUH.
HeonpepenenHaa 30C c potauumen «cor». MK
knepean. HenonHas 6nokaga npaBow HOXKM Myyka
mca. BO3MOXHO MOBbILEHWE  3NEKTPUYECKON
aKTMBHOCTM Ha mwuokapge K. MNocne dusnyeckon
Harpysku cuHycoBas Taxukapgusa oo 150 ya/muH. B
ocTanbHOM 6e3 N3MeHeHWN.
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OXO-KI: JDK KOP 40 mm, KCP 20 mm, EF
83% (Tewnxonby), MK (BOIMXK) 16 mm, AccT 115 mc,
ET (BOIMXK) 222 mc, JN (nepeaHe-3agHuin) 13 Mm
BO BCEX AOCTynax BbIrMSAUT OYEHb YMITOLWEHHbIM 3a
CYET KOpHS, YeTKas oueHka pa3MepoB HEBO3MOXHA
M 31x30 mm, MXKIT 7 mm, 3CIDK 6 mm, AO ok 18
MM, KOpeHb 29 MM, c-T coea. 19, Bocx 19, V max 86
cvm/c, PG 3 mm pT. cT., JIA ¢k 21 mm. Cp. gaen. B
JIA meHee 9,5 mm p1. cT. MK ok 21 mm. Vmax 80
cv/c. PG 2,6mm pT.cT.PaclumpeH KOpeHb aopThbl.
MKB o06eunx ctBopok MK (PLAX) 2,3 mMm. ncbanaHc
B Mponopuusax nanuingpHbIX MbllWL: OCHOBHasi
3agHemMeauaneHas, psSaoM C  Hel  3HauYUTenbHO
MeHbLLEe OOMOoNHUTENbHas rorioBeka,
nepegHenarteparnibHasi  rofloBka  TOXE  O4YEHb
He3HauuTenbHbIX pasMepoB. Peryprutauma Ha Kn.
JIA I, MKO, TK I, Ha kn. AO 0.

KoHcynbTauma kapgumonora ot 9.10.2018:
BudacuunkynapHas 6nokaga nyyka MNca.
WanonaTtuyeckasa gunataums kopHsa aoptbl. [MTMK.

KoHcynbTaumsi  HeBposnora:  puUrMgHoOCTb
MbILLL, 3aTbIfIKa, HE MOXET NpMBECTU NoAGOPOAOK K
rpyaovHe, npu nanenauyumn obnactu wen oTMeyaeTcs
ynrnoTHeHne Mblwy. Huctarm cpegHepasmawncTbin
YCT@HOBOYHbIN.

KoHcynbTauusa 3aBefylowero OTAENeHUEM
MEeOMUMHCKOW reHeTuKkun: 3abonesaHwe M3 rpynnbl
HEpPBHO-MbILLEYHbIX 3aboneBaHui,
COMNPOBOXAAKLMNXCA PUrMOHBIM NO3BOHOYHMKOM.

KoHcynbtaums B ®IrBHY MIHLL: cuHgpom
puUrMgHoro MO3BOHOYHMKA, 06YyCnoBNEHHOTO
myTaumamm B reHe SEPN1. [posogutca [OHK
aHanu3 onsi yTouHeHus gmarHosa.

OHMI ot 18.10.2018: nepBMYHO-MUNOrEHHbIE
n3MeHeHnsi, 6e3 NpM3HaKoB aKTMBHOMW AeHepBauuv
MbILLEYHbIX BOJIOKOH, MNOkKasaTtenu amnnutyg M-
otBeToB, I n CPB no nepndepnyeckum Hepeam B
npegenax HopMarbHbIX BO3PACTHbLIX BEMWYMH.

OAK: Hb 133 r/n, 3p 4,48, Tp 209, 1 7,50,
n/a2,c/a65 92,60 121, m10, CO3 7 mm/uac.

Broxumumdecknii  aHanm3  KpoBu:  obLmin
6enok — 72 r/n (n 60-80), anbbymuH — 44,4 r/n (n 35-
55), moueBnHa - 2,8 wmmone/n (n 2,5-6,4),
KpeaTuHuH — 27,50 mkmonb/n (n 19-88), xonectepuH
obwmii — 4,59 mmons/n (n 2-13,7), xeneso — 11,2
MKMonb/n (n 9-22), chocdop HeopraHudeckuin — 1,82
mmone/n (n 0,95-1,8), AnT — 15.0 ME/n (n 10-45),
AcT 33.0 — ME/n (n 10-42), weno4Haa docdaTasa
— 189,0 ME/n (n 50-400), KO&K — 289 ME/n, Nar
obwasa — 191,0 E/n (n 100-320), rnoko3a — 4,90
mmonk/n (n 3,5-5,8), K' — 4,3 mmonb/n (n 3,4-4,5),
Na" — 143, 8 mmons/n (n 135-146), Ca — obwuii
2,44 mmonb/n (n 2,1-2,6), Ca™" — 1,07 mmons/n (n
0,8-1,2), marium - 0,76 wmmonb/n (n 0,74-1,2),
ramma-I' T — 10E/n (n 2-49), JINMHM - 2,9 mmons/n
(n 0-2), NNBIM - 1,77 mmone/n (n 0,75-2,3)

Monck myTtauunm B reHe SEPN1: metogom
NpsiMoOro cekBeHuMpoBaHusi No CeHrepy npoBeAeHO
nccnegoBaHue BCEWN KoaupyoLLen
nocrnefoBaTefnlbHOCTM M NPUNeXawmnx 9SK30H —
MHTPOHHbIX obnacterr reHa SELENON (SEPN1),
OTBETCTBEHHOIO 3a pasBUTWE CUHOPOMA PUrNMOHOro
NO3BOHOYHMKA.

3aknouveHune: B ak3oHax 5 n 11 BbISsBNEHbI
natoreHHble BapunaHTtbl ¢. 713dupA (p.Asn238Lysfs)

n c. 1397G>A (p.Arg466GIn) CcOOTBETCTBEHHO.
[varHo3 «CMHOPOM PUrMOHOTO  MO3BOHOYHMKAY.
OwnarHos noaTBepXaeH npu nposeaeHn
MOMEKYNsipHO-reHeTUYeCKoro aHanusa.
O6HapyxeHbl gBe MyTaumm B reHe SEPN1 B
KoMnayHg reTepo3nroTHOM COCTOSIHUM.
3abonesaHue Hacnegyetcs ayTOCOMHO-

peueccmBHo. Oba pogutensa npobaHga sBRAKOTCA
3[0POBbLIMU reTepo3vroTHbLIMU HOCUTENAMMU
MyTauui B reHe. Puck poxaeHus pebeHka ¢ gaHHbIM
3aboneBaHnem coctaBnan y Hux 25% BbICOKMI
reHeTUYECKUIA PUCK.

OudbdepeHumanbHas gnarHocTuka gaHHOro
3aboneBaHns  MpoBOAUTCA  CO  Cregylowumu
naTtonorMsamMu;  CTpUO-HerpanbHas  aereHepauus,
cvHgpom Wasa-Oxenmpkepa, OMNUA (cnopagnyeckas
cdopma), toHoweckasa dgopmMa xopeu [eHTUHITOoHa,
ceHunbHaga aHuedanonatns, 6onesHn HakonneHus,
aTpodwuyeckne Mpoueccbl B T[OMIOBHOM MO3re,
CnuHo-uepebpanbHble AereHepauun. lNMpyvMepHo B
80% cny4yaes OaHHble 3aboneBaHus
COMpPOBOXAAKTCA  CMHOPOMOM  MapKUHCOHM3Ma.
3HaHNe COBpPEMEHHbIX KPUTEPUEB AMArHOCTUKU
AaHHoro cuHapoma obecneynsaeT 6onee paHHIOW U
TOYHYIO MOCTAHOBKY AwuarHosa. [uarHocTudeckue
KPMTEPUM CUMHOPOMA MapKMHCOHU3MA  BKIOYaoT
cnepywlwmne atanbl: BbIABIIEHNE CMMNTOMOB, MOMUCK
NCKINIOYaoLLmnX CUMMNTOMOB, nomck
NOATBEPKAALLMX AaHHYI0 MATOMOrMI0 CUMMTOMOB.
Ha ocHoBaHun npeobnagaHns TOWM WM UHOWM
CMMMNTOMATUKN [enaeTcs BbiBO4 O KIMHUYECKOW
NMOCTaHOBKE AMarHo3a CUHOPOMA MapKUHCOHU3Ma B
paMKax CUHOPOMAa «PUrMAHOIO NO3BOHOYHMKAY.

3aknro4eHue. Cungpom puUrngHoro
NMO3BOHOYHMKA Hacneayetcs ayTOCOMHO-
peueccnBHo. Oba poguTtens npobaHfa SABMAOTCS
3[0POBbLIMU reTepo3vroTHbLIMU HoCUTENAMMU
MyTauui B reHe. Puck poxgeHus pebeHka ¢ gaHHbIM
3aboneBaHvem cocTaBnsan y Hux 25% (BbiCOKMI
reHeTU4YeCKnn puck.). MpvBeaeHHbIN HamMmun
KNUHUYECKUA crnydyan HarnsagHo  AeMOHCTpupyeT
BaXXHOCTb MEPCOHANU3NPOBAHHbI MeOULUUHbI Ans
YCTaHOBMEHUSA TakMX CrOXHbIX [OWarHo3oB, Kak
CVMHOPOM  PUrMOHOTO  MO3BOHOYHUKA. TpyAHOCTb
NMOCTaHOBKM MPaBWUIIbHOIO AMarHo3a U aJekBaTHOro
obcrnegoBaHuss  COCTOMT B TOM, 4TO [JaHHas
naronorus BCTpe4vaeTcs peako, " npu
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anddepeHumnanbHOn  gMarHoCTUKe  HeobxoomMmo
uckniovatb  OOmnblIOe  KONMMYECTBO  (PaKTOPOB,
KOTOpble MOTyT BMWSATb HAa BO3HWKHOBEHME MyTaLWi
B reHax, Kkogupylowux 3Ty nartonoruio. Bpaum
BbIMOSMHAT pPasfiMyHble WCCNEeAOBaHUSA HEPBHO-
MbILLEYHOWN CUCTEMBI, B YaCcTHOCTH,
anekTpoMmuorpacduio ¢ nocnegywowien oduoncuen,
4TOObl BLISIBUTb @HOMAaslbHbIE Y4aCTKU MbILLEYHON
TkaHW. [uarHoctuyeckada npobnema  gaHHOro
3aboneBaHns HaxoOUTCA Ha  CTblkE  MHOMMX
MEeLMLMHCKMX creunanbHOCTEN, HauYMHasa OT Bpaden
nepBUYHOro 3BeHa " 3aKkaH4ymBas
y3KONpoMunbHbIMK cneunanucTamMmum, Tak kak 4yacto
370 3aboneBaHWe COMNPOBOXAAETCS WM APYrUMU
HapyLWEHUSIMU CO  CTOPOHbl  pPasHblX CUCTEM:

r’mnoTepuo3omMm, caxapHbiM auabetom 1 Tuna,
BUTWUINIO, CEPAEYHO-COCYANCTBIMU HapyLUEHNSAMN.
NurepaTtypa.
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