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Pesiome

Cvngpom Knunnens — @eiina (CKO) npefcTtaBnset coboi BpoXAEHHbIV MOPOK pa3BUTUSA
NO3BOHOYHMKA (NPENMYLLEeCTBEHHO LUENHbIX U BEPXHErpyAHbIX NO3BOHKOB) B BUAE UX
aHOMaJbHOrO CpaLleHUs, HapyLeHWA aeneHnsa unm Grusmonornyeckom cermeHTauun. Pas-
BUTUE cnHapoma Knunnensa — Qeiina nperMmMyLLecTBEHHO acCOLMMPOBaAHO C reHeTnyec-
KuMn myTaumnamn B cnegytowmx reHax: GDF6, GDF3, MEOX1, MYO18B, RIPPLY2, BAZ1B,
FREM2, SUFU, VANGL1, KMT2D. KnuHnyecku cCMHAPOM MpPOABAAETCA MYNbTUCUCTEMHOMN
naTonoruen, Cpean KOTopor BeayLLme CUMNTOMbI NpeACcTaBeHbl HEBPONOMMYECKUMU Ha-
pyweHusmu. B ctatbe npusoantca onbiT off-lable-tepannn 60TynnHMYECKUM TOKCUHOM
Tna A pedneKkToOpHO-TOHMYECKOro 1 60NeBOro CUHAPOMOB Y pebeHkKa Bcneactaue CKO.
MpoBeaeHHasa 60TyNMHOTEPaNUs B paHHEM MNOCTUHBEKLMOHHOM NepUoAe NprBeNa K on-
TUMU3ALUN MbILLEYHOTO TOHYCa MblLL-MULIeHeln — musculus trapezius n musculus levator
scapulae ¢ 06erx CTOPOH, YBENIMYEHWNIO AKTUBHbIX U MACCUBHBIX ABUXEHUI FONI0BbI, CHU-
XKEHNIO BblpaXXeHHOCTM 60/1eBOro cMHApomMa. Takum obpasom, H6OTynmMHoTepanus npwu
CK® moxeT ncnonb3oBaTbCA AN1A NOBbILLEHUA KauyecTBa XN3HU NauneHToB, NpodunakTm-
KN COeANHNTENIbHOTKAHHOTO NepepoXKAeHNA BOBIEYEHHbIX B NAaTONOMMYeCcKUn npowecc
MbILLL, MOXET MO3BOJINTb OTCPOUUTL OMEPATVBHOE BMELLATENbCTBO MM 13bexaTb ero
NCMNOJb30BaHUA.

KnioueBble cnoBa: cuHapom Knunnensa — Qeiins, neguatpus, 6oTynnHoTepanus, fneye-
HUe, NpodUNaKkTrKa
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Abstract

Klippel-Feil syndrome is a congenital malformation of the spine (mainly the cervical
and upper thoracic vertebrae), in the form of their abnormal fusion, division disorders
or physiological segmentation. Emergence of KFS is mostly associated with genetic
mutations in following genes: GDF6, GDF3, MEOX1, MYO18B, RIPPLY2, BAZ1B, FREM2,
SUFU, VANGL1, KMT2D. Clinically, the syndrome is manifested by multisystem pathology
in which the leading symptoms belong to neurological disorders. The article presents
the experience of off-lable therapy with botulinum toxin type A (BTA) reflex-tonic and
pain syndrome in a child due to KFS. The botulinum toxin therapy performed in the early
post-injection period led to the optimization of the muscle tone of the target muscles:
musculus trapezius and musculus levator scapulae on both sides, an increase in active
and passive head movements, and a decrease in the severity of pain syndrome. Therefore,
botulinum toxin therapy in the case of KFS can be used for increasing patient life quality,
prevention of connective tissue muscles degeneration and can allow to delay or avoid
surgery.

Keywords: Klippel-Feil syndrome, pediatrics, botulinotherapy, treatment, prevention

B BBEJAEHWE

CvHgpom Knunnensa - ®Qenna (CKO) npeactaBnsieT coboi BPOXKAEHHbIN NMOPOK pas-
BUTMA MO3BOHOYHMKA C NMOpPakeHNeM LUEeNHbIX 1 BepXHerpyaHbIX MO3BOHKOB, YTO Npo-
ABNAETCA NX aHOMaJIbHbIM CpalleHMeM, HapylleHnem AeneHna uim Gusnonornyeckom
cermeHTaummn [1, c. 154; 2, c. 35; 3, c. 2]. DopmupoBaHMe NOpPOKa NPONCXOAUT B paH-
Hem BHYTpuyTpobHOM nepuoge. Bctpevaemocts CKD cocTaBnset B cpegHem 1 cnydai
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Ha 20 000-42 000 HOBOpPOXAEHHbIX, OAHAKO pPAf aBTOPOB NpeAnonaraeT, YTo UCTUHHAA
pacnpoCcTpaHeHHOCTb CUHAPOMA HECKOMNbKO BbiLle Y faHHble NoKasaTenu obycnoBneHbl
HW3KOW HaCTOPOXEHHOCTbIO CNELNannCToB B OTHOLWEHUN faHHON Ho3onorun. Cpean 3a-
6oneBwNx NpeobnaaatoT NMLLA XeHCKoro nona — ao 60% Bcex cnyyaes [1, c. 154; 2, c. 35;
3,c.2].

TouHas sTnonorua cuHgpoma Knunnena — Qenina HenspecTHa. OTeyeCTBEHHbIE U 3a-
pybexHble cneumnanncTbl NpeanosaraioT, UTo XxapakTep HacnegoBaHua CK® 3aBucuT ot
KITMHNYECKOro BapmaHTa Ho3onormu. icxopa ns sTnx gaHHbIX, BbIGENAT TPY TUna CUH-
apoma Knunnena - ®eiinsa [1, c. 154; 3, c. 2; 4, ¢. 691:
®  KFS1, 1-I1 TN — XxapakTepusyeTca yMmeHblueHnem o0LLIero Ynca LWeHbIX MO3BOHKOB

(B cpegHem go 4-5), HacnegyeTca ayTOCOMHO-AOMUHAHTHO;
®m  KFS2, 2-1 TN — NnpeAcTaBAeH CUHOCTO30M BCEX MO3BOHKOB LLIENHOro OTAena, Ux cna-

AHHOCTbIO C 3aTbITOYHOW KOCTbIO 1 BEPXHErpyAHbIMIN NO3BOHKaMM, HacsiedyeTca ayTo-

COMHO-peLecCrBHO;
®  KFS3, 3-i1 Tun — kom6uHauuma KFS1 n KFS2 ¢ cMHOCTO30M HUMXHErpyaHbIX U MOACHWY-

HbIX MO3BOHKOB, HacnegyeTca ayTOCOMHO-AOMUHAHTHO.

Pa3BuTe cuHgpoma Knunnensa — @elina npermMyllecTBEHHO acCOLMMPOBAHO C re-
HeTUYeCKUMn MyTaumnamm B cnegyrowmx reHax: GDF6, GDF3, MEOX1, MYO18B, RIPPLY2,
BAZ1B, FREM2, SUFU, VANGL1, KMT2D [1, c. 154; 2, c. 36]. HenpaBunbHaa cermeHTaumns
NPUXoanTCA Ha Nepurop ¢ 3-1 No 8-10 HeJento 6epeMeHHOCTH, TakKe HemMasloBaXHbIM AB-
nAeTCA BAUSHME 3NUreHeTUYecKnx ¢pakTopoBs B JaHHbIN BpeMeHHOW NHTepBasn. B Tabnuue
npvBefeHbl CBOAHbIE CBeAeHMA O reHax, KoTopble, MPWU BOBEYEHWM B MATONOrNYeCcKuin
npouecc, yyactsyioT B pa3sutunn CKO.

TeHbl, X $yHKUMOHaNbHaA posib B pa3BuTun cuiapoma Knunnens - Qeiina
Genes and their functional role in the development of Klippel - Feil syndrome

Ten Xpomocoma QyHKUNA

KoawnpyeT nurang Hagcemerictea 6enko TGF-6eTa, oTBeualowyuii 3a pene-

GDF6 8g22.1 ,
BaHTHOe (I)OpMI/IpOBaHVIe KOCTHOM CUCTEMbI

Koawnpyet nurang Hapcemeictea 6enkoB TGF-6eTa, oTBevatowwmii 3a pa3sutne

GDF3 12p13.31 ,
KOCTHOW CUCTEMbI, OPraHOB 3peHA

Koanpyet 6enok, yuacTBytowumin B MONEKYSIPHON CUrHanbHOM ceTu, KoTopas

MEOX1 17921.31
perynupyeTt pa3sutiie COMUTa

Koaunpyet 6enok, perynupyowwmiin cneurdunyHble Anis MbllL, reHbl
MYO18B 22q12.1 (Npu HaxoXAeHUN B AZPE), BINAIOLMIA Ha BHYTPUKNETOYHbIN NePeHOC
(Npw HaxoXaeHun B UmMTOoNnasme)

RIPPLY2 6q14.2 Kogupyet safiepHbil 6e10K, HE0OXOAUMBIV ANA COMUTOreHe3a

BAZ1B 7911.23 KoavpyeT 6enok, yuacTBytoLwmin B XpOMaTUH-3aBUCUMON TPaHCKPUMLMA

EREM2 13q13.3 KopvpyeT nHTerpanbHbin MeM6pvaHHbII/I 6enoK, KOTOPbI y4acTByeT B SNuaep-
MasibHO-fiepMasibHbIX B3aMOLENCTBUAX

SUFU 1092432 KoavpyeT HeraTuBHbIN perynatop, oTBevalowwmii 3a popmmpoBaHme KneTou-

HbIX CTPYKTYp 1 nponudepaLuio

KO,D,I/IpyeT 6en0K, OTBEYaloLWMA 3a penapauuio CnM3ncTon 060M104KM KunLey-

VANGL1 1p13.1 .
HVKa. MyTaLuy B reHe accoLMMpPOBaHbI C AedekTamm HePBHON TPYOKM

Kopnpyet 6enok (vactb 6enkosoro kommnnekca ASCOM), KoTopbliii ABnAeTCA

KMT2D 12913.12
perynaTtopom TpaHCKpMMLuM reHoB peLienTopos 6eTa-rnobrHa 1 3CTPoreHoB
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KnuHuueckne npossnexmnsa npu CKO (B 40-50% cnyvaes) npeacTaBneHbl Knaccmye-
CKOW TPMaZown CUMMNTOMOB: HU3Kasa IMHUA POCTa BOJIOC, KOPOTKasA LWeA 1 orpaHnyeHue
LBVPKEHWI B LWEMNHOM OTAesie No3BoHOUYHMKA. OgHako cnHgpom Knunnena — QOenna He
OrpaHNYMBaETCA STUMMN NPOABIEHUAMN N YAaCTO CONPOBOXAAETCA HapYLIEHUAMU CO CTO-
POHbI Criefylolmx opraHoB 1 cuctem [1, ¢. 154; 2, ¢.37; 3, ¢. 2]:

1. CkeneTHo-MblWeYHas cuctema: aHomanus LUnpeHrens; Hanuuve wWenHbIX pebep u
KNUHOBUAHbIX MO3BOHKOB; CKONMMOTMYecKaa aedopmMauma NO3BOHOYHMKA; CUHAPOM
BEPXHeN anepTypbl rpyaHol KneTtku; spina bifida; uepenHo-nuuesble gedopmaumu,
aHOManu pasBUTKA BEPXHUX N HUXKHNX KOHEYHOCTEN.

2. HepBHas cuctema: HapyLleHne NCUXNYEeCKoro N MOTOPHOrO PasBUTUA; CUHAPOM 3ep-
KanbHbIX ABUKEHWI; CYyAOPOXHbIN CUHAPOM; HapylleHne ABUraTefibHbIX NaTTepHOB
(yawe B BMAE remunaerun nnu TetTpanapesa); yMCTBEHHAA OTCTaNOCTb; CUPUHTOMM-
envsa; MeHuHrouene; rugpouedanna; NoOpakeHMA MNIeYEBOro CryieTeHUs; Hanuuune
aTakcun, acTeporHo3a, NapecTesunii; XonecTeaTomMbl MO3XKeuKa; JepMonaHbIe KACTbI B
CTPYKTYpax LeHTPasibHON HEPBHOWN CUCTEMBI.

3. CeppeuHo-cocygmncTaa cuctema: aopTajibHaA, MUTpanbHaA HeAOCTaTOYHOCTb; Mpo-
nanc MUTPanbHOro KnanaHa; KoapKTauusa Uan AeKCcTpanosnuumns aopTol; AedeKkT mex-
npeacepaHoONn neperopoaku, AedeKT Mex<enyfoukoBO NeperopoaKu.

4. MouenonoBas cucTeMa: XpoHnyeckas 6onesHb Nouyek; aHOManuM Pas3BUTMA NMouek
(B YacTHOCTM areHe3na NoYek), MOYeBOro Ny3blpA U YPETpbl; areHe3nsa MaTKy; Hanm-
ume KUCT MOYeEK.

5. TMNaTtonoruna co CTOpOHbI OPraHoOB AbIXaHWA: LOMONHUTENbHbIE IErOYHble JONN; HOYHOE
anHos.

6. MenygouyHo-KMLWEYHbIN TPaKT: MOPOKM U aHOManMm pa3BuUTUA KALWEYHKKA.

7. DHAOKPWMHHaA cMcTeMa: rmnonapaTnpeonansm.

8. MNaTonorva opraHoB 3peHuA: cxofsdlleecs KOcornasme, HUCTarm; atpodma cocynos
ceTyaTku.

9. MMaTonormna co CTOPOHbI JIOP-OPraHOB: HEMPOCEHCOPHasdA, KOHAYKTUBHAA U CMeLllaHHasA
TYroyxocTb (BMOTb A0 FyXOTbl), CTPYKTYPHble fedopMaLum opraHa cnyxa; manbdop-
MaLuA ropTaHu.

10. MNaTonoruns co CTopoHbl CUCTEMbI KpoBU: aHeMnA QaHKOHMN.

[aHHbIN NonMMOpdM3M KIMHUYECKUX NPOABMIEHUIN ABNAETCA OCHOBOMOJAraloLWwmnm
daKTopOoM, NPMBOAALLMM K HECBOEBPEMEHHOW, @ B HEKOTOPbIX Cly4Yasx onboYHON ana-
FHOCTMKe. HemanoBaXHbIM acNeKTOM ABNAETCA TO, YTO COBOKYNMHOCTb KINMHNYECKN 3HaY K-
MbIX aHOManuin onpeaenseT BO3MOXHOCTN AafibHENLIEro fleueHuns, peabnnmTaumoHHbIX
MepOonpUATUN, @ TaKXKe OLLEHKM 1 MPOrHO3UPOBaHMA KauecTBa XXN3HN NaLneHTOB.

B pmnarHoctnueckun nyn CKO BxofAaT reHeTuyeckre, nabopaTopHble Y UHCTPYMEH-
TaNbHble MeToAabl nccnepgoBaHus [1, c. 155;2,¢.37;3,¢. 2;4,¢c. 67; 5, c. 449; 6, c. 359].

OCHOBHbIM METOAOM ANArHOCTUKK cnHapoma Knunnena — Qenna asnaetca npamoe
CeKBEHUPOBaHMe KoaupytoLlern o61acT reHoB, OTBETCTBEHHbIX 3@ Pa3BUTME HO30J510TN
(AHK-guarHocTukKa).

JNabopaTtopHble MeToAbI NCCeJOBaHKA NCMOSb3YIOTCA AR OLEeHKN GYHKLNOHANbHOMo
COCTOAAHWA CUCTEM OPraHOB, BOB/IEYEHHbIX B MAaTONOrMYecKmi npouecc (B YacTHOCTK, cep-
[EeYHO-COCYancTasn, MoueBblgenmTeNnbHas, SHAOKPUHHAA U NMWeBapuTenbHaa CUCTEMbI,
TaK)Ke MCKJII0YaeTCA NaToNorna co CTOPOHbI CUCTEMbI KPOBU).
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WNHCcTpymeHTanbHble MeTofbl UCC/IefoBaHMA BKIOYaloT B ceba ynbTpassykosoe (Y3U)
N peHTreHonormyeckoe nccnefoBaHmsa, KomnbioTepHyto (KT) U1 MarHUTHO-pe30HaHCHY
Tomorpaduio (MPT).

Y3 ncnonb3yetca Ana NCKNIOYEHNA NaTONOrMUYECKNX N3MEHEHUI BHYTPEHHKX Opra-
HOB MPY HANNYMN OTKIIOHEHWI B NaOOPATOPHbIX NCCNIEAOBaHUAX, @ TAKKE KIIMHUYECKUX
NPOABMIEHNI CO CTOPOHbI OPraHOB-MULLEHEN.

PeHTreHonornueckoe ob6cneoBaHve BbINOMHAETCA B 3 NPOeKUUAX AN BU3yanun3aumm
KOCTHbIX aedopmMaLnin NO3BOHOYHNMKA, OLEHKM CTabMAbHOCTU aTlaHTOaKCUanbHoOro, aT-
NaHTO3aTblIOUHOrO 1 CybaKCnanbHOro CyCTaBoOB; BbIABNEHUA CKONMOTYeCKon Aepopma-
L1 NO3BOHOYHMKA.

KT ncnonb3yeTcsa ¢ Uenbilo YTOUHEHUA XapaKTepa NOpPakeHWI KOCTHbIX CTPYKTYp No-
3BOHOYHMKA (B YaCTHOCTM YPOBHA M XapaKTepa CpalleHns NO3BOHKOB, X BUAOV3MEHe-
HKA).

MPT ncnonb3yeTca C Lesfbio BbIABUTb aHOMaIMK Pa3BUTUA CTPYKTYP CMUHHOIO MO3ra
Ha YpOBHEe NOpakeHWs, yTOUHUTb CTPOEHUNE 1 LLeSIOCTHOCTb AVCKOBOIO NPOCTPaHCTBa BO-
BNE€YEHHbIX B MATONOMMUYECKNIA NPOLIECC MO3BOHKOB, HEPBHbIX KOPELLKOB, CBA30K U Npu-
NeraLmx MArknx TKaHemn.

Take Npu Nogo3peHny Ha NaToNOrM CO CTOPOHbI OPraHOB CiyXa, 3PUTENbHON CU-
CTeMbl UCMONb3YIT ayanosnornyeckoe 1 opranbmMonornyeckoe nccnefoBaHme cooTeet-
CTBEHHO.

Tepanuio CKO penat Ha KOHCepBaTMBHbIE U ONepPaTUBHbIE METOAbI SIeUEHUs, B KOTO-
pbiX BbI6OP KOHKPETHbIX METOAUK 0OYCNIOBNEH BeAyLNMM KNUHUYECKUMI NPOABNEeHNA-
Mn cuHgpoma [6, c. 360; 7, c. 3].

KoHcepBaTuBHble MeTOAbl NeueHnA NpeCcTaBnAlT cobol neuebHyo GU3KynbTypy ana
ynyulleHnsa UMMynbcauny OT 3aleCTBOBAHHbBIX FPYNMN MblLUL, CTUMYNALUN NOKaNbHOroO
0o6MeHa BelLecTB B KOHEUYHOCTSAX, aKTMBU3aLMN KPOBO- 1 nMdoobpalleHmns; opmmnposa-
HMe CaMOKOHTPONA 3a OCaHKOM, NPY HEOOXOAUMOCTY C NCNOJIb30BaHMEM GYHKLIMOHaNb-
HO-KOPPUTMPYIOLLMX KOPCETOB (B TOM Uncsie MoandukaLlmsa noBcegHEBHOM aKTUBHOCTH);
Maccax C LieNblo ynyudLleHna KpoBOCHabXeHWsA, Mepefaym HepBHbIX UMMNYNbCOB, TPOGUKKM
MbILLL,; MeXaHOTepanuio (3aHATUA Ha TpeHaxepax obuiero Tnna). Takxe ABNAOTCA 3pdek-
TUBHbIMW cnepyiowmre $r3noTepaneBTUUECKME METOAMKKN: 3MeKTpoTepanua (3anekTpo-
¢dopes, ranbeaHmsauma, CMT), TennoneyeHune (napadrHoTepanua, o3o0KepuToTEpanus,
rpsAseneyeHune), BogoneyeHme (BaHHbl U HGaccelH) — KoppeKkumnsa 601eBOro CUHApPoOMa n
MbILLEYHOrO TOHYCa, yBENNYEHME MbILLEYHOWN CUSTbl, 06 beMa aKTUBHbIX U MACCUBHbIX ABU-
XeHuii, npefoTBpaLleHne BTOPUYUHBIX OCIOXHEHWN, YMeHbLUEeHNe MCUXOCOoLManbHOro
cTpecca [8, c. 41].

OTCyTCTBME NONOXKMTENIbHON ANHAMMKM B COCTOSHMM NaumneHTa ¢ CKO Ha ¢oHe Bbl-
LUEOMMCAHHbIX METOAOB peabunutauumn ABNAETCA OCHOBaHMEM Afsl BKIIIOYEHMA B KOM-
NNEKCHYI0 Tepanuio CUMNTOMaTUYECKON MeA1KaMEHTO3HOM Tepanuu, B NepByto ouyepeb
aHaNbreTMKOB 1 MMOpPEeSakCaHToB.

Mpu HanMUMK OTKNOHEHMI B NCMXOpPeYeBON chepe NPOBOAATCA perynsapHble 3aHATUA
C yuntenem-gedpekTonorom v NCUXonorom.

B cnyuae HapacTalollero Hesponormnyeckoro geduuuta, obycioBneHHoro gectabunu-
3alMeint oTAenoB NO3BOHOUYHMKA, NpUberaoT K onepaTnBHLIM METOAaM NeYeHnA B BUAE
LEKOMMNPECCMOHHO-CTabUNN3UPYIOLWMX BMeLlaTelbcTB  (CMOHAMNOAE3, KOPMIKTOMUA
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c noaiegyrowmm ncnosib3oBaHnemM CMHTETUYECKOTO NN KOCTHOIo TpchnnaHTaTa). B He-
KOTOPbIX CJyYaAX NayneHTbl HyXKOatloTCA B YCTAHOBKE KOX/1€aPHbIX MMMJIAHTATOB, CJTyXO-
BbIX annapaToB 419 KOppeKUn NaTtonornn co CTOPOHbI OpraHOB CilyXa [7,c. 3]

XpOHVILIECKaﬂ HeBposiornyeckaa natonorna y naumeHToBs ¢ CMHAPOMOM Knunnensa -
Qeinna Tp86yET paclwnpeHna TepaneBTnYeCKoOro nogxona, B YaCtTHOCTU UCMONIb30BaHUA
6OTyJ'II/IHOTepaI'II/II/I. 3T0 0COBeHHO adKTyaJIbHO Yy NMauMeHTOB AETCKOro BoO3pacTa AnA npo-
d)l/lﬂaKTI/IKI/I COEANHUTENDbHOTKAHHOIO nepepoxaeHna 3a[eNCcTBOBaHHbIX B nNaTonorunye-
CKni npouecc mbiwy, ynydlieHnA HaBblKOB CaMOO6CJ'Iy>KI/IBaHI/IFI M apgantauumn B counyme
cnocneagywouwmm noebileHNEM KadecTBa KXN3HW NalNeHTOB.

B KITVMHUYECKNI CITYYAN
MpuBoAMM KNUHNYECKUI CllyYall CMofb30BaHNA OOTYNIMHNYECKOro TOKCMHA Trna A

B neyeHUn pedneKTopHO-TOHNYECKOro U 6oneBoro cMHapoMa y pebeHka BcriefcTBUe

CK®. Heobxoanmo oTMeTUTb, YTO Nepes NPoBeAeHEM fAaHHON Tepanumn NpeaBapuTeNb-

HO 6bINo NonyyeHo MHPOPMIMpPOBAHHOE Cornacue Ha npoueaypy ¥ MMCbMEHHOe cornacue

3aKOHHbIX NpefcTaBuTenein Ha 06paboTKy NepcoHaNbHbIX JaHHbIX.

[eBouka X., 10 net (NpebbiBaeT B AETCKOM AIOME CEMEHOro Tuna). PebeHok oT 4-11 6e-
peMeHHOCTH, 4-X poaoB. [laHHasA 6epeMeHHOCTb NpoTeKasia Ha poHe XpoHuUeckon deTto-
nnaueHTapHON HeOCTaTOUHOCTH, XPOHNYECKOWN BHYTPUYTPOOHOI rMnoKcum nnoga, Xpo-
HNYECKON HUKOTUHOBOW MHTOKCMKaumn. Poabl B cpoke 38 Hepenb. Bec npn poxxgeHumn
2440 r. OueHka no wkane Anrap: 8/8 6annos. Ha 4-e cyTku nepeBefieHa Ha 4-11 ypoBeHb
OKasaHuAa megumumHckon nomowm B 'Y «PHIL «MaTb 1 guta». InarHo3 npu BbINUCKE: Lie-
pebpanbHas nwemua. ManeHbkas K CpOKy rectauumm.

PebeHOK € poxeHna pa3BrBaNcaA C 3afePKKO MOTOPHOIo pa3BuTuA. AMGynaTopHoO
HaxoAunca Nog AUHaMMYeCKMM HabloaeHeM Bpada-HEBPONOra, opToneaa, odpranbmo-
Nlora U KapAmonora; Haxoaunca B KaTeropum 4yacTto boneroLmx geTen.

B Bo3pacTe 1 roga KOHCynbTMpOBaHa BpauoM-CNeLmanmcTom — AETCKAM OpTONneaoMm,
BbICTaB/E€H AMArHO3: MHOXKECTBEHHbIE BPOXKAEHHbIE MOPOKK pa3sutua (cuHgpom Knun-
nensa — Qennda, 0co6eHHOCTb CTPOeHUA pebep creBa: pa3aBOeHNE NepefHero oTpeskKa
BTOpOro pebpa — pebpo JioLwKe; CUHOCTO3 3aAHNX OTPE3KOB 5-ro 1 6-ro pebep).

B Bo3pacte 1,5 roga 6bina npoonepupoBaHa No NMoBofy NEeBOCTOPOHHEN MaxoBOWn
rPbIKM.

MNocToAHHO nonyyana neyeHue B peabNUTaLUOHHbBIX LeHTPax ambynaTopHOro Tmna
B BUZe NleuebHom GU3KyNbTypbl, Maccaxka, KypcoB HellpomeTabonuyeckux npenapaTos.

C 4 net perynapHo npoxoauT peabunutaymio B Y3 «MUHCKU ropoaCcKom LeHTp Meau-
LUMHCKON peabunutauumn geTen ¢ NCUXOHEBPOJSIOrMYECKMY 3aboneBaHUAMK». 3a BpeMs
HaxoxaeHna B MITLIMP pebeHok 6bin 06cnefoBaH pAgoM CNeLmanmcToB:

1. Bpau-reHeTnK: MHOXeCTBEHHbIE BPOXAEHHbIE MOPOKN pPa3BuUTUA, cnHgpom Knunne-
na — Qennsa. UutoreHeTnuyeckoe nccneposarme (GTG-banding): 46, XX-HopmanbHbIN
YKEHCKMIN HAbop XPOMOCOM.

2. Bpau - TpaBmatonor-optonea: cuHgpom Knunnena — Oeinnsa (BpoxaeHHaa aHoManms
Pa3BUTUA KOCTHO-MbILLIEYHOW CUCTEMDI): anna3mna 7-ro WenHOro No3BOHKa, CpalleHue
C1-C2, cpalyeHme ocTUCTbIX U NonepeyHbix oTpocTkoB C2-C3 cfeBa, 650K Ha YpoBHe
Ten C3-C4-CS, 3apHsan spina bifida C3-C5, Th1, aHomanua Kuvmmepne, cMHocTo3 5-6 pe-
6ep cneBa, pa3aBoeHne 2-ro pebpa cneea, annasna 2-ro 1 5-ro pebep cnpasa ¢ KOCT-
Hol aedopmaumert NO3BOHOUYHMKA 2- CTEMEHWN.
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3. Bpau - AeTcKnin SHOOKPUHONOT: HU3KOPOCSIOCTb. DyTUPeo3 (KNMHMKO-NabopaTopHbIl).
4. Bpau-oTONapuHronor: AByCTOPOHHAA TOH3uNN3KToMNA oT 2020 r. PeBr3nA HOCOrNoT-
KU ¢ peageHoTomuren. CaHMpyoLaa TMMNaHOTOMUA C peBr3nen 6apabaHHON NonocTu
cneBa. MuKkpoluyHTupoBaHue 6apabaHHbIx nonocten ot 2017, 2018, 2020 r. KoHayk-
TUBHAA TYrOyXOCTb NErkon cteneHu (No aHHbIM akymeTpum) ¢ obenx cTopoH. Uckpus-
neHve HOCOBOW Neperopofku Bneso. AncdyHKkuma cnyxoBbix Tpy6. CydbmMyKo3Has pac-

LwenvnHa TBepaoro HéGa. MNoToHNA MArkoro HEGa. YaBoeHMe A3bluka MArkoro Héba.
5. Bpau-odTanbmonor: pacxogsiieecs Kocornasme ¢ BepTUKaJibHbIM KOMMNOHEHTOM. u-

nepmeTponus cp. CT., CNa3M akkomogaumy oboux rnas.

bbinn npoBedeHbl cnegylolme BUAbI UCCNefoBaHUN:
= Y3l opraHoB GPIOLHON NONOCTM: NOrPAHNYHbIE Pa3Mepbl NeYeHn 1 ceneseHkun. Oco-

6EHHOCTb Pa3BUTUA XKENYHOTO Ny3bIps;
® KT weriHoro v rpyaHoro otaenos: PKT-npusHaku BIP — cunapoma Knunnens - Qenns;

aHomanuu Kummepne; 6ynnesHon smousemnol S1, S2;
= Y3W ceppua: KnanaHHbl annapaT cepaua He namMeHeH. [Monoctu cepgua He pacwum-
peHbl. BHyTpucepgeuHasa remognHamnKka He HapylweHa. CokpaTtuTenbHaa GyHKUuA

Muokapga J1XK yaoosnetsoputensbHas. Peryprutauua Ha TK 1-n cteneHun, Ha MK n JIK

MUHUManbHasa. APX (HeCKonbKo) B NONOCTY IEBOrO Xenyaouka.

Pe3ynbTtaTbl AaHHbIX 0b6cnefgoBaHWUA MOATBEPXKAAIOT NONUMOPOU3IM  KIUHUYECKUX
nposasneHunin CKO.

Ha momeHT nocnepgHen rocnutanmsauum y pebeHka noAaBUANCH Xanobbl Ha Neproau-
yeckne 605y B 06nacTy Wemn u cnuHbl (4-5 pa3 B Heaento), rofloBHble 605K (Mo BrU3yanb-
HO-aHaNIoroBon LWKane nHTeHcMBHOCcTK 6onn (BALL) cootBetcTByeT 4-5 6annam). Mocne
npoeeaeHHoro foobcnenoBaHus:
= MPT wenHoro n rpyaHoro otaenos No3BoHOYHMKa: MP-npusHakn BINP weinHoro ot-

fena no3BOHOYHMKA, MP-natonornyeckmx M3mMeHeHnn CNMHHOrO MO3ra Ha OTpeske

C1-Th7 He BbiaBneHoO (puc. 1);

Puc. 1. MPT weiiHoro n rpyAHOro oTAeN0B NO3BOHOYHMKA NauneHTKN X. ¢ KNTMHNYeCKUMN NpU3HaKammn
CK® 1-ro Tna
Fig. 1. MRI of the cervical and thoracic spine of patient X with clinical signs of KFS type 1
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B Bpay-reHeTVK: CUMMNTOMOKOMIMIEKC MHOXECTBEHHbIX BPOXAEHHbIX MOPOKOB pPa3Bu-

TNA B pamKax cuHapoma Knunnens — @einsa.

B panbHenwem nocpencTBOM NpPoBeAeHUsA BpauebHOro KoHCUAnyma Obino NPUHATO
pelleHre 0 NPOBEAEHNN OQHOKPATHOW CECCMU NOKaNIbHbIX BHYTPUMbILLEYHbIX UHbEKL A
60TYNMHMYECKOro TOKCMHa Trna A.

B pesynbTaTe Kak BM3yasibHOTO, Tak M MaHyanbHOro QYHKLMOHANIbHOrO MbILLEYHO-
ro TeCTUpoBaHWA ObiNM HameuyeHbl MbllLbl-MULWEeHN — musculus trapezius 1 musculus
levator scapulae c 06enx cTopoH. boTynuHoTepanua NPoBOAUAACh NOA YNbTPa3ByKOBbIM
KoHTposnem npenapatom ducnopt® B go3e 400 Ex. (u3 pacueta 10 Eg/kr).

B OBCYXIOEHWUE
Mpwn AnHamMmmnuyeckom HabnAeHNM B paHHEM NOCTUHBEKLMOHHOM Nepuofe Habntoga-

nacb cnepyiouian NoNoXKUTeNbHasA AMHaMUKa:

1. ONTUMK3aLMA MbILEYHOrO TOHYCa MbILIL-TAapreToB (MbIWeYHbIN TOHYC C 0beunx cTo-
POH cTan 6nn30oK K G131onornyeckomy, HUBeNMPOBANUCh ABNEHUSA JIOKalbHOMO MUO-
nedaHca).

2. CKOppeKTMPOBaHO BbIHY>XAEHHOE MOMOoXeHe rofoBbl MOCPEACTBOM YBeNMYeHUs
06beMa aKTUBHbIX U MACCUBHbBIX ABMXKEHWU (pUC. 2, 3) 3a CYET LWeNHOro oTaena No3eo-
HOYHMKa 1 NoACa BEPXHUX KOHEYHOCTE:
crmbaHue B LIEHOM OTAese NO3BOHOYHMKA: € 60° fo 70°%
pasrmbaHue: ¢ 50° o 60°%

Puc. 2. KnuHnueckuii 3¢pdpeKkT nocne npoeefeHna 60TynnMHoTepanun: YacTuiHaA Koppekumna
HapyLweHuii ocaHKu (A - o npoBeaeHUs; B - nocne npoBeAeHUA NOKaNbHbIX NHbEKLNIA)

Fig. 2. Clinical effect after botulinum therapy: partial correction of postural disorders (A — before local
injections; B - after local injections)
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Puc. 3. KnuHunueckuii 3¢ $pekT nocne npoegeHna 60TynnHoTepanum B aH$ac: YacTUYHas KoppeKuus
BbIHY>KA@HHOI0 NONO0XeHUA ronosbl (A - o NnpoBeaeHus; B - nocne npoBeaeHNA NOKaNbHbIX
UHbeKUMin)

Fig. 3. Clinical effect after botulinum therapy in full face: partial correction of the forced position

of the head (A - before local injections; B - after local injections)

6okoBoe crmbaHume: ¢ 20° o 30° cnea 1 ¢ 30° o 40° cnpaBa COOTBETCTBEHHO;
BpalLueHme: ¢ 30° go 35° cnea 1 ¢ 35° o 40° cnpaBa COOTBETCTBEHHO.

CHVXeHue Bblpa)keHHOCTN 6os1ieBoro cnHapoma (¢ 4-5 go 2-3 6annos no BALL), a Tak-
e CHMXKeHMe YacToTbl uedanrum n mmanrum (c 3-4 pas B Hegento ao 1 pasa).

B 3AK/THOYEHUE
BkntoueHune B cxemy komnnekcHon Tepanum CKO ¢ Hannuvem pedneKTopHO-TOHN-

UECKOro CUHAPOMA PErySIAPHbIX CECCUIA SIOKANbHBIX BHYTPUMbILLEYHbIX UHbEKLMA 6OTYNIN-

HNUECKOrO TOKCMHA TUMa A ABMISETCA ONPaBAaHHbIM ANA LOCTUXKEHWA CeayowwnX Lene:

1. CHWXeHVe TOHYCa MbILL, BOBMEUYEHHbIX B MAaTOMOMMUYecKylo pedsieKTopHO-TOHMYe-
CKyI0 Lenb aepopmMmpyoLein MbILLEYHOW AUCTOHNMN.

2. CHWXeHwe nim KynupoeaHme 601eBoro CMHAPOMA (Kak OCTPOro, TaK U XPOHNUYECKOTO).

3. TMoBblWEHNE KAYECTBA KN3HM NALUEHTOB 3a CYET YYYLLEHNA BO3MOXHOCTU CaMO06-
CNY>KMBAHUA, CAMOCTOATENIbHOMO NEPEABUXKEHNA, OPUEHTALMK, A TaKXKe ade3unca npu
BbIMOSIHEHMW BegyLleli BO3PaCTHOW AeATeNbHOCTU B npegenax QyHKUMOHANbHOro
Knacca.

4. MpodunakTmka coefnHNUTENIbHOTKAHHOIO MEPEPOXKAEHVA BOBIEUEHHbIX B MaTONOMY-
UeCKui NPOLLECC MbiLL, MYTEM YBEIMYEHWUA aMIINTYAbI ABUXEHWIA, NPOAOIXKNTESIbHO-
CTN GU3NYECKON AKTUBHOCTM 1 BKIKOUEHSA X B OMTUMAsIbHbIA NAaTTEPH ABUMATENbHbIX
aKTOB.

5. BO3MOXHOCTb 136€XaTb 1CMOMb30BaHUA OMNepPaTHBHbIX METOAOB NeUYEHUA CUHAPOMA
Knunnens — ®enns nnm otcpounTb NX UCMOSb30BaHME,
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