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Klippel-Feil syndrome is a congenital malformation, the leading component of which is a violation of segmentation of the cervical vertebral
bodies. The syndrome can be combined with other skeletal anomalies: skull asymmetry, scoliosis, high shoulder blades, and cervical ribs.
Treatment of the syndrome is usually symptomatic; indications for surgical treatment are progressive neurological disorders and persis-
tent pain syndrome, which usually develop due to instability of unblocked segments, or neurogenic pain. A clinical case of treatment of a
17-year-old patient with Klippel-Feil syndrome who developed a picture of severe upper limb monoparesis during three years due to com-
pression of the brachial plexus associated with cervical ribs is presented. Decompression of the brachial plexus was performed, which led
to rapid relief of pain syndrome and gradual partial regression of motor disorders. Due to incomplete restoration of the gripping function,
tendon-muscle plasty of the right hand was performed, which significantly improved the possibility of self-care. The results of radiation
and staged neurophysiological studies are described, as well as a review of the literature on the Klippel-Feil syndrome.
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Cunppom Kimrmess — ®erina (CKO, anr
Klippel-Feil syndrome, KFS) — BpoxzeH-
HBII IOPOK PA3BUTHA MO3BOHOYHHKA,
BEAYIAM KOMIIOHEHTOM KOTOPOTO SBJIA-
€TCA HAPYIIEHNE CETMEHTALUU IENHBIX
TI03BOHKOB. JAHHBII CUHJPOM XaPaKTE-
pU3yeTCA TUIMYHOU TPUALON KIMHU-
YECKUX CUMIITOMOB: KOPOTKOH IIEEH,
OTPAaHMYEHHUEM €€ MOABUKHOCTH (IIpe-
K€ BCETO, POTALIUK) ¥ HU3KO! JINHUEN
pPOCTA BOJMOC C34AX (TAK HA3BIBAEMBIN
pterygium-like-apdexr nnn apdexr
KpbU1oBUAHOM 1wen) [1]. Eme opna oco-
6eHHOCTh CK® — 061nre BO3ZMOXKHBIX
BAPUAHTOB CONYTCTBYIOIUX aHOMa-
JAA CKeseta (JIMIEBOTO YePEna, JIOIa-
TOK, IPYAHBIX 1 TTOSICHUYHBIX [TO3BOHKOB,
pebep), a TaKKe KOMIUIEKC KOCMETHYE-
CKUX, OPTONEANYECKUX U HEBPOIOTHU-
YECKUX OCJIOKHEHUI. [Ipu 3TOM IpH-
YUHAMU HEBPOJIOTMYECKUX HAPYMIEHUH
npu CK® 06BIMHO ABIAIOTCA CONYTCTBY-
I0IAs BPOX/ICHHAA TATONOTHA CIIUHHO-
IO MO3Ta (CUPYHIOMHUENHSA, CUPHHIOGYIIb-
0151, CHH/IPOM PACIIEIIEHHOTO CIIMHHOTO
MO3r'd, KUCTBI) U CTEHO3 MO3BOHOYHOTO
KAHATA HA YPOBHE KPAHUOBEPTEOPUILHOIO
TIEPEXO/IA WIN MEKONIOKOBOTO CETMEHTA
C COXPAHEHHOM NOIBIAKHOCTBIO [2-5].

B 10-15 % ciyyaes CK® BcTpeyaror-
¢ IEHBIE PEOPA, KOTOPBIE TAKKE MOTYT
ABJATHCA IPUIUHON HEBPOTOTMYECKON
CUMIITOMATHKH, BBI3BAHHOI NOPAKEHY-
eM IUIeYeBbIX cruieTenuit [6]. CBoeo6-
pa3ue UX KIMHUYECKUX MPOABICHUN
U JICYEHNS TTO3BOJIAET HAM TIPE/ICTABUTD
COOCTBEHHOE HAOIOZICHHE,

[Taument C. BriepBble IIOCTYIIAI K HAM
B BO3pACTe 17 JIET B CBA3H C KanodaMu
H4 OIPAHUYEHUE JIBIUKCHUN B MIEHHOM
Y TPYAHOM OTJENAX TI03BOHOYHHMKA, €TI0
AeOpMAIIO, MPABOCTOPOHHEE CHIKE-
HHE CyX4, 4 TAKKE MOCTENIEHHO HAPAC-
TAIONYIO B TCYEHUE MOCTEAHUX TPEX JIET
C1260CTh B MBIIIAX PABOI KUCTHL.

[Ipu poxzicHUM y peOEHKA AMar-
HOCTHUPOBAH4 PACIIENINHA TBEPAOTO
U MATKOTO HEOGA, IO MOBOJY YETO B BO3-
pacre 6 JIeT IPOBE/IEHA YPAHOILTACTHKA,
MoTOpHOE 1 pedeBoe Pa3BUTHE PEOCHKA
MPOXO/JJUIIO TIO BO3PACTY; TPABM T'OJIO-
BBI, CY/IOPOT, 0OMOPOKOB HE OTMEYANIOCh.
Jnarno3 CK® ycraHOBJIEH B BO3pacTe
4 JeT Ha OCHOBAHUU TUITMYHBIX KJINHU-
YECKUX NPOSBIEHUH, TOATBEPA/ICH JIyde-
BBIMY JTAHHBIMIL

B 13-nmetHeM BO3pacTe y pedeHKa
TOABIWIIACH [TTYXOT4, 110 JAHHBIM ayAHO-
TPAMMBI YCTAHOBJIEHA CMEIIAHHAS TyTO-
YXOCTb 3-i1 CTENeHH CIpaBa. B atoM xe
BO3PACTE MAJIbYMK CTAJI OTMEYATD TTOCTE-
MEHHO HAPACTAIOMYIO CIA060CTh MBIIIL
TPABOY KUCTH, U3MEHEHHUE €€ MBIIIECYHO-
'O KOHTYpd. DIIU30/0B OHEMEHHUH, U3Me-
HEHUA L[BETA PYKU He ObUI0. OCMOTPEH
OpTONENAMY, TIOKA3AHUN K XUpypruye-
CKOMY JIEYEHHIO HE OTMEYEHO, CUMIITO-
MATHKA PACIIEHEHA KaK OOYCIOBICHHASA
COINYTCTBYIOLIEH ATONIOTUEN CIIMHHOIO
MO3Td (CM. HIKE).

[Ipu ocMoTpe B BO3pacre 17 JieT y I0HO-
A OTMEYEHO BBIHYAK/CHHOE TIOJIOKE-
HHE T'OJIOBBI C HAKIOHOM BIIEPET, U BIIEBO.
AMIUTUTY/A IBYDKEHUI EHHOTO OTAENA

TI0O3BOHOYHUKA B CATUTTANbHOH, (PPOH-
TAIBHON ¥ TOPU3OHTAILHON IUIOCKOCTAX
He npesbimaer 5°. JIMLo acuMMeTpuy-
HO, HU3KO PACIIOIOXKEHA IPAHULIA POCTA
BOJIOC, OTPAHMYEHBI SKCKYPCHA TPYHOM
KIETKA 1 MOOMWIBHOCTb IPYAHOTO OT/IE-
JIa TIO3BOHOYHHMKY; BO (PPOHTAIBHON
IUIOCKOCTH TYJIOBUIIE CMEILIEHO BJIEBO
(puc. 1a, 6). Umeetcsa S-00pa3HbIY MEHHO-
TPYAHOI CKOJIHMO3, BBICOKOE CTOSHUE
IPABOTO HA/IIIEYbS U JIONATKU. Bepx-
HHME KOHEYHOCTU OJUHAKOBOU JIJIMHBL,
CO CTOPOHBI JIEBOX BEPXHEN KOHEYHO-
ctu 6e3 0COOEHHOCTEN. HikH1E KoHed-
HOCTH OJINHAKOBOY JUIMHBI, TACCUBHBIE
U AKTHBHBIE JIBIJKECHUA B TA300€/iPEH-
HBIX, KOJICHHBIX, TOJIEHOCTOITHBIX CYCTa-
BaX B ITOIHOM 0OBbeMe. CTOIBI B CPEAHEM
TIOJIOKEHUH, TTATONOTMYECKUX CTOITHBIX
3HAKOB HeT. PYHKIMA TA30BBIX OPraHOB
HE HAPYILIEHA.

Status localis. ITaCCUBHOE 1 aKTHBHOE
OTBE/ICHUE B IIPABOM ILIEYEBOM CYCTd-
Be — 120°, crubanue — 180° ammuu-
TYAQ JBIKEHUN B JIOKTEBOM CYCTaBE —
B IIPEZENAX (PU3HOIOTUYECKON HOPMBL.
[Io JaHHBIM HEBPOJIOTUYECKOIO OCMO-
TP BBIABIEH BEPXHUN BB [IPABOCTO-
POHHUI MOHOIAPES, IPOABIAIOIINANCA
B YMEPEHHON TUIIOTPOMUHN PEIIICYDS,
BBIPAKEHHOM THIIOTPO(HUHI MEKXKOCTHBIX
MBIIIIT KUCTH, TEHAPA; dKTUBHOE PA3rU-
OaHHUE B JIyIE3AILICTHOM CYCTaBE OTpa-
HUYEHO, OTMEYAETCA ie(pOpMausA 1Ipa-
BO KHCTH IO TUITy OO€3bAHDEN JIAIIBI
(puc. 1B, I); AKTUBHOE PA3TUOAHUE MAITb-
1I€B [IPABOY KUCTH MUHUMAJIBHOE, BO3-

Puc. 1

[Mammenr C., 17 ner, ¢ cunapomom Kimnmnens — Oerind (MOACHEHUS B TEKCTE)
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Puc. 2

3D-KT (a, B) 1 kopoHapHbi# cpe3 MPT (6) Ha ypoBHE MEHHO-IPYAHOTO OT/IENA MO3-
BOHOYHMKA nanueHta C., 17 ner (MosCHEHue 0COOEHHOCTEN aHATOMUM IOPOKA —
B TEKCTE): CTPEIKAMH 0003HAYEH PEOEPHO-TIONIEPEYHBII CYCTaB B 30HE JIOXKHOTO IEH-
HOro pedpa G, cpasa, Ha MPT — meperutaromuecs Ha HeM Koperku Cs—Cyg; cxema (1)
HOACHAET OCOOEHHOCTH (POPMUPOBAHKSA ITyUKOB MEUHOTO CIIETECHHA

MOKHO TONBKO B MOJIOKEHUY CTHOAHUA
B JIy4E3ILICTHOM CYCT4B€; OTCYTCTBYET
NPOTHUBONOCTABJICHUE | MANbI, AKTUB-
HOE CTHOaHNE OTPAHNYEHO; (PYHKIMA
JBYCTOPOHHETO CXBAT4 KUCTU OTCYTCTBY-
€T, COXPAHEHBI MEKIAIBIIEBBIN, ITUINH-
APUYECKUN ¥ KPIOYKOBUJHBIN CXBATHI
CWJIA MBI B IPOKCUMAJIBHBIX OT/iC-
JaX ¥ TIPEAIUIEYbE — 5 GAJIIOB, IPOTH-
BOIIOCTABJIEHUE U CTUOAHNE GOJBIIOTO
naapla — 1-2 6ama, pasrubaHue maib-
1eB — 1 6a/u1, CrudaHue najbles — 3 6a-
na. [1y60oKas, TOBEPXHOCTHAA U O0/IEBA
YYBCTBUTENBHOCTD COXPAHEHBL

B HAKTIOUMYHON 30HE CIPABA IAJIb-
NUPYETCA 0OPA30BAHUE KOCTHOH IUIOT-
HOCTH, TIPY TIOIBITKE MAJIBIIAIAN BO3HU-

K4€T pe3Kas OONE3HEHHOCTD, UPPA/IAH-
PYIOIIAA B TIPABYIO PYKY.

[IpoBenu JOMOTHUTENBHBIE 0OCTE-
JOBAHMSA. DIEKTPOHEUPOMHUOTPADUIO
(OHMI) BepXHHMX KOHEYHOCTEH BBHIIIOJ-
HSJIU HA 3JEKTPpOHEHpomuorpade
«HeripoMBII-4». Mccnenosany Bo3Oyy-
MOCTb U TIPOBOJAUMOCTD IO CEHCOPHBIM
U MOTOPHBIM BOJOKHAM BEPXHHUX KO-
HEYHOCTEHN, IPOBOJAUMOCTD 110 KOPEII-
KaM CIIMHHOTO MO3T'd METOZIOM F-BOJIHBL
A TaxKe NPOBOJMIN UTOJBYATYIO JJIEK-
Tpomuorpaduio (DMD).

[Ipu CTUMYIAIMN CEHCOPHBIX BOJIO-
KOH CPEJUHHOTO, JJOKTEBOTO, Jy4€BO-
TO HEPBOB CNIPABA CEHCOPHBIE OTBETHI
HE 3apEruCTpUpPOBAHEL. [Ipu cTUMY-

8

JSIIUY JTATEPATBHOTO KOKHOI'O HEPBA
npeaieybd Clpasa OTMEUEHO S-Kpart-
HOE CHIKEHUE AMIUTHTY/IbI IOTEHIMANA
[0 CPaBHEHUIO C JIEBOU PYKOM (Crpa-
Ba — 2 MKB, ciea — 16 MKB), cHuke-
HUE CKOPOCTH IIPOBEIECHUS UMITYIbCOB
1o 30 m/c. M-oTBeTHL C m. deltoideus,
m. biceps brachii CipaBa NPy CTUMYJIA-
WY [UIEYEBOTO CIVIETEHUS B TOUKE DpHa
B HOpME. M-OTBET IPHU CTUMYIAINUU
MOTOPHBIX BOJIOKOH CPEIMHHOTO HEPBA
¢ m. abductor pollicis brevis ne noiuy-
YeH, IPY CTUMYJLINY JIOKTEBOIO HEPBA
¢ m. abductor digiti minini CHYDKeH Ha 82 %
T0 CPABHEHMIO C JIEBOK PYKOM, IIPY CTU-
MYJIALIAN JIy9EBOI'O HEPBA C 1. extensor
indicis proprii cHxeH Ha 91 %.

[Ipu urompuaront DML m. trapezius
(unnepsanusa cermentamn G,-C,),
m. paraspinalis (C;) cripaBa Hapymie-
HUI He BBIABJICHO. MEOTCS NpHU3HA-
KU NOJHOU JIeHEepBAMU M. abducior
pollicis brevis (CeTMEHTApHAS UHHED-
Banusa Cg—Th,), Tekymue geHepsa-
[IMOHHbIE N3MEHEHUS 3HAUUTEIbHOM
CTEIIEHH BBIPKEHHOCTHU C IPHU3HAKA-
MU MUHUMQJIBHO COXPAHHOH OCTaTOY-
HOU WHHEpPBALUU M. abductor digiti
minini (Cg=Th,) u m. ext. digitorum
communis cupasa (C;-Cg), nM€rKHE
XPOHHUYECKUE JICHEPBAIIMOHHO-PENH-
HEPBAIMOHHBIE U3MEHEHNUA M. biceps
brachii, m. deltoideus (Cs—Cy) cripasa.
PesyinpraTer OMI' yKasbiBaniu Ha BbIPA-
JKCHHYIO CTETIEHb NOPAKEHNS CPEHETO
(C5) u, B 6OMBIICH CTENCHH, HIKHETO
(Cg—=Th,) CTBOJIOB ILIEYEBOIO CIICTCHUA
(puc. 2r) crpasa, ¢ AKLEHTOM HApYLIe-
HUI B 30HE MHHEpBALuK Th Kopenka,
C IPHU3HAKAMH TEKYIIHX JICHEPBAIIUOH-
HBIX M3MEHEHUI MBIIII] IPABOTO Hpes-
T7IeYbsl U KUCTH, TIOJHOH JICHEPBAIUH
m. abductor pollicis brevis; BEIpaKEH-
HYIO CTEIIeHb MOPAKEHUS CEHCOPHBIX
BOJIOKOH U JIETKYIO CTEIIEHb TIOPAKEHUS
MOTODHBIX BOJIOKOH BEPXHEI'O CTBOJIA
(Cs—Cy) MIEYEBOTO CIVIETEHHS CIPaBa
€3 CHIDKCHHA (PYHKLMOHAIBHON AKTHB-
HOCTH m. biceps brachii v m. deltoideus
cripasa. [Ipu3HAKK NOPAKEHUS MOTO-
HEUPOHOB CIIMHHOI'O MO3I'd, MOTOp-
HBIX KOpENIKoB Ha yposHe C,—C,, meit-
HOT'O YTOJIIEHUSI CIMHHOI'O MO3I'a
(C5=Th,) cnpasa, o pauHeM OHMI,
OTCYTCTBOBAJIHL.
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[Ipn AyIIEKCHOM CKAHHPOBAHUU
MATUCTPAJBHBIX APTEPUH U BEH BEPX-
HUX KOHEYHOCTEN YIbTPA3BYKOBBIX
IPU3HAKOB HAPYIEHUN KPOBOTOKA
HE BBIABJICHO.

[Ipu conocrapneHnu gaHHHX KT
1 MPT rosoBHOTO MO3ra U MEHHOTO
OTZie/1 IO3BOHOYHHKA OOHAPYKEHBI
CIIE/YIOMME AHOMATIUMY:

— CYOOKIMMUTANbHASA 30Ha: TIOPOK
IPEACTABIEH COYETAHUEM AITA3UH
sagHeit monyayru C, u ayru C, ¢ pac-
IMUPEHUEM 3aJHETO CYyOAPAXHOU/AND-
HOI'O IPOCTPAHCTBA U JTUKBOPHOU
KUCTOW HA 3TOM YPOBHE (pUC. 3a-T);
1710 C, HE MMEET KOCTHOIO CPACTAHKS
C 3yOOBUIHBIM OTPOCTKOM, HO 06pa3y-
€T C HUM U TIepeHeN OMyAYToM aT/IaHTa
(bubpPO3HBII 610K 6€3 IPUZHAKOB CET-
MEHTAPHOU HECTAOMIIBHOCTH (PUC. 24);

— HETIOJHAA JATUIOMUENHA Ha YPOBHE
C,~C; € LIEHTPAIbHBIM KAHATIOM, OTKpbI-
TBIM K32/I1 B TIOTIOCTb JIMKBOPHO! KUCTHI
(puc. 3B, 1);

— TUINOIIA3KA NIPABOY MO3BOHOY-
HOW APTEPUU HA YPOBHE KPAHHOBEP-
TeOPANBHOTO CETMEHTY,;

— C,, cybaKcua/ibHas 30HA U TPYAHOM
OT/IEN TIO3BOHOYHHUKA (CYET MO3BOH-
KOB HOCUT OPUEHTHPOBOYHBIN XAPaK-
TEp U3-32 AHOPMAJILHOTO YHCIA pedep
crpasa (12), cresa — 11 pebep): Hauu-
Has OT MO3BOHKA C, Kay/jaJlbHO TeJa
U OOKOBBIE MACCHI IIATH MTO3BOHKOB
OIOKUPOBAHBI C BHIIPAMIECHUEM JIOP-
1032 1 (POPMHUPOBAHUEM IIPABOCTOPOH-
HEl CKOMMOTUYECKOM iyru 197 (puc. 2a).

Mex103BOHKOBbBIE (KOPEIIKOBHIE)
OTBEPCTHA CYKEHBI Ha BCEM IPOTKEHNAN
OJIOKUPOBAHNA C IBYX CTOPOH. [lonepey-

Hble OTPOCTKY C3—Cy PyAUMEHTAPHB,
Ha C4—C5 ¢ JIBYX CTOPOH rumepTpodu-
POBAHBL, IPHYEM CTIPABA § HIKHETO 103~
BOHKA OTPOCTOK UMEET JUIMHY 2 CM, 4 OT
€r0 HAPYKHOTO KOHIId OTXOAUT pedpo,
KOCTHAA 94CTh KOTOPOT'O 3dKAHUMBACTCS
Y 34/JHEN TTIOBEPXHOCTHU TIPABON KIIOYH-
upl (puc. 28). IIpaBoe miedesoe Criere-
HHE NEPETNOAETCA HA YPOBHE OTXOX/E-
HUA 3TOTO pedpa (puc. 36, 1—x; puc. 20),
PE3KO CONMKEHBI €T0 KOMIIOHEHTHIL.
ATpous MBI IVIEYEBOTO MOACA. [pys-
Hasd KJI€TKA 1e(POPMUPOBAHA.

C yuerom BoiBneHHbIX 110 KT, MPT
u DHMI n3MEHEHUN NATONOTHIO Pac-
ICHWIN KAaK HEBPAJIBbHBIN KOMIIOHEHT
KOMIIPECCUOHHOTO (TYHHEJIbHOIO)
CUHAPOMA, OOYCIOBJIEHHOTO C/laBJIE-
HHEM KOPEIIKOB IJIEYEBOTO CIVIETEHUA
(Cs, Cg) Ha yposHe meiHOro pedpa C..

Puc. 3

MPT marmenta C, 17 niet: CaruTTanbHbIN (2), KOPOHAPHBIH (0) 1 akcuanbHbIE (B, I') MPT-cpesbl B T2-B3BEMEHHOM M300PAKEHIN
Ha YPOBHE TIO3BOHOYHOIO KAHA/IA: TUKBOPHAA KHCTA B 33/JHEM OT/IENE KDAHUOBEPTEOPAILHOIO CETMEHT4; HEMOJHASA AUUIOMUENHA (PaCIe-
IUIEHUE 32THUX CTONOOB CIMHHOTO MO3T'd) € (POPMUPOBAHUEM OKHA, OTKPBITOTO B ONOCTb IMKBOPHO KHCTB, /1-3 — Ha T'1-B3BEIIEHHBIX
M300PKEHUAX KOPOHAPHBIE CPE3bI HA YPOBHE TONEPEYHO-PEGEPHOTO CowieHEeH s C; CpaBa (CTPEKA) C IEPErHOOM Ha ITOM YPOBHE
HEPBHBIX CTBOJIOB (J1 — HAUOOJIEE BEHTPAIBHBIIL, 3 — HAMOOMIEE JOPCATBHBIIN CPE3)
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M3-32 HAPACTAIOMIEN HEBPOJIOTUUECKON
CUMIITOMATUKHU HpI/IHHIII/I pCHICHI/IC
0 MPOBEAECHNUN AEKOMIIPECCUU HEPB-
HOT'O ITyYKA.

Onepaumo BBIIIOJIHAIN U3 HAOKIIO-
YUYHOT'O lIOCTYHa. DIEeMEHTH IIIeYe-
BOTO CIIJICTCHUA IIJIOTHO HpI/IJICI‘HIII/I
K pedpy 1o nepeaHeit MOBEPXHOCTH,
IJI0X0 CMemanuch. OCymecTBUIN
HEBPOJN3 HUXKHETO OTAENA CTBOJA
IVIEYEBOTO CIuIeTeHu. [lepeceueHus
MIONIEPEYHON APTEPUN MIEU HE NOTPE-
60BAJIOCh, TAK KaK MOCJIE TPAKIIUU
CIJICTCHUA W BBIICICHUA NEPETHETO
oTAena pebpa yAANOCh €ro PE3enu-
pPOBATD YIbTPA3BYKOBBIM MIEHBEPOM
U KyCauKaM¥ MPAKTUYECKU JO IOle-
peuHbIX OTPOCTKOB. Ilocie yaaneHnsa
pe6pa BBIIONHWIN TPAHCIO3UIIUIO
HEPBHBIX CTBOJIOB HA MECTO PE3ELU-
POBAHHBIX KOCTHBIX CTPYKTYP, IIy4OK
CBOOOJHO NPOBUC B PaHE, 4 B €€ TIy-
OUHE BU3YANTU3UPOBAHA MOJKIIOYNY-
Has APTEPUL.

[magKoe nocieonepanoHHoe Teve-
Hue. [IpakTrdecKu cpasy mnocie omne-
paLLI/II/I IMMAITUEHT OTMETHT YMCHI)IH€HI/IC
Ooneit B pyKe U MOSBICHUE MUHUMAJIb-
HBIX JIBIDKEHUI [TATbLIEB KUCTH. Hampas-
JIEH Ha aMOY/IaTOPHOE IEYEHNE C 3AIUTA-
HUPOBAHHBIM KOHTPOJbHBIM OCMOTPOM.

Yepes 8 mec. mocne ONnepanuu
IIPU OCMOTPE COXPAHSINCh PU3HA-
KU BBIPA)KEHHON TUMOTPOGUH MBIIII]
IPaBoro TeHapa. OTCYTCTBYET OMIIO3HU-
s 1 maselia 1 QYHKIUA BYCTOPOHHE-
I'O CXBATA KUCTH, IIPU 3TOM OTMEYEHO
YBEJIMYEHNE CUJIBI MBIIII] Crubarenen
TaMbIEB /10 4 6aI0B (MCXOHO — 3),
pasrubarencit — 10 2 (MCXOAHO — 1),
JUIMHHOTO crubarens I manpia — 70 3
(ucxozHo — 1-2).

[Ipu DHMTI 3apeructpupoBaHo
YMEHbIIIEHUE BBIPAKEHHOCTH JICHEPBa-
IIMOHHBIX U3MEHEHWE B MBIIIIAX TPE/-
IUIeYbsl U KUCTY CIPABA, OSABJIEHHE [IPU-
3HAKOB PEUHHEPBAIUH B PA3TUOATEX
IPABOY KUCTH, HOABNEHUE CEHCOPHBIX
HOTEHIIMAJIOB [IPU CTUMYJIALIUN JIOKTE-
BOTO U JIy4€BOTO HEPBOB CIPABA, YBEIU-
gyeHue M-otsera ¢ m. abd. digiti minini
crpaBa. OyHKIIMOHAIBbHAS AKTUBHOCTD
m. abd. poll brey cipaBa NPy CTUMYJIA-
WX CPESUHHOTO HEPBA OTCYTCTBOBA-
714, 9TO YKA3bIBAJIO HA €€ BBIPAKECHHbIC
aTpodpuuecKue U3MEHEHUA. C y94eTOM
JABHOCTH CHMIITOMATHKH [y VAydIIe-
HUsl (PYHKIUH [IPABOM KUCTH MALUEHTY
BBIIOJHWIN CYXOKUIbHO-MBIIIEYHYIO
IUIACTHUKY, 34KMI0YABIIYIOCH B TPAHC-
TIO3ULIUY JIOKTEBOTO CTUOATENSA KUCTU
Ha pasrubareny [[-V nablies, ONIOHU-

Puc. 4
OYHKIMOHABHOE COCTOSIHUE MPABOM KucTy manuenta C, 17 ner, o (a, 6) u uepe3
1 mec. nocie (B-71) CyXOXWIbHO-MBIIEYHOH IIACTUKU — IIEPECAAKH JIOKTEBOIO CIH-
6arend KUCTU HA pasrubateny [[-V masblies, ONMOHUPYIOMEN IUIACTHKY 110 Steindler
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pytomert macruke 1o Steindler. [Tocie
ONEPALMH YYYIIIINCh AKTUBHOE PA3IH-
GaHNE TTATBLIEB, KUCTH, (DYHKIUA CXBATA

(puc. 4).
00cy:xenue

BosnuxnoBeHYe crnapoma Kimrmers —
Derig CBA3BIBAIOT C HAPYLIEHUEM CEr-
MEHTAIMN ME30AEPMAIBHBIX COMUTOB
Ha TpeTbel Hepene recrauui [/, 8). Ero
TONYJIAIMOHHAS YACTOTA OLIEHUBAECTCA
Kax 1 ciayvait Ha 40 000-42 000 HOBO-
POXIEHHBIX, IPUYEM JAEBOYKU CTPAJA-
10T vae [8]. [Io ¢popme Hacne0BaHNA
BBIZIE/AIOT AYTOCOMHO-/JOMAHAHTHBIN
U ayTOCOMHO-PELECCUBHBIN TUIIbL, OJHA-
KO Yallie BCTPEYAIOTCA CHOPAAUYECKUE
cay4dau. IIpy ayroCOMHO-IOMUHAHTHOM
TUIE HACAEOBAHUA TPOUCXOUT MYTa-
1us B reHax GDFG (chromosome 8g22.1),
GDF3 (chromosome 12p13.31). Ecnmu
JE(EKT IIPUCYTCTBYET B OOENUX KONHUAX
TEeHA, TO CUHAIPOM HACIEAYETCS TI0 ayTO-
COMHO-PEIIECCUBHOM THIIY — MyTa-
mu MEOX! (chromosome 17q21.31),
TIPY 3TOM POJUTENN-HOCUTENN T1ATOJIO-
TUH 00IAJAI0T EAMHIYHON H3MECHEHHOH
KOIUEN XpPOMOCOM [9)].

[IpUHLIAIIEL AHATOMUYECKOTO KIACCH-
(PUIPOBAHNA CUH/IPOMA OBUIH 3AJI0KE-
Hel ene onucasmumi ero Klippel u Feil
(1], BBIAEMMBIIUMY 3 THIIA IIOPOKA: HAPY-
menue cermentanuu C,-Cy n03BOH-
KOB C BO3MOKHOH OKIJUITUTAIN3AIIUEH
aTIanTa (TUM 1), IPOTKEHHOE OJIOKHU-
pOBAHUE CYOAKCHAIBHBEIX TI03BOHKOB
C aHOMJIMEN KPaHUOBEPTEOPAILHOTO
YPOBHSA (THI 2), HATUYKE JIBYX (DUKCH-
POBAHHBIX 30H C COXPAHEHHBIM MOIBIX-
HBIM HIEUHBIM CETMEHTOM (THII 3). OCo-
60 OTMEYAINUCh BO3MOXHOCTH YMEHD-
IIEHUA YUCIA MEHHBIX MO3BOHKOB
U COYETAHUA MOPOKA C AHOMANUAMU
JPYTUX OT/JEN0B IO3BOHOYHUKA [1].

bonee mosgHue KIMHUKO-Jy4e-
BBIE KJIACCU(PUKAINN (DOKYCUPOBANHUCH
HA JICTAIN3AIIIN TIOPOKOB, TP 3TOM TaK-
THYECKH HAUOOJEE YIOOHBIM CUUTAETCA
npeanoxenue Samartzis et al. [10, 11],
HE TOJBKO YTOUHMBIINX AHATOMUYIECKUE
BAPMAHTBl HAPYIMIECHUN CETMEHTAINN:
TUN | — O/JMHOYHBIE BPOXK/ICHHBIE KOCT-
Hble O7I0KN (25 % HabmopeHui); i 11 —
MHOKECTBEHHBIE HECMEKHBIE BPOK/ICH-
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Hble KOCTHBIE 6JIOKU (50 %), mpuuem
qae Bonexaorcst Cy—C; u C5—Cg cer-
MEHTBL, TUII IIl — MHOXKECTBEHHBIE CMEXK-
HBIE KOCTHBIE OJIOKH (25 %), HO U BBIJE-
JIBIIMX aCCOIIMUPOBAHHBIE C MATOJIO-
THEN IEU CUMIITOMBI, B TOM 4HCJIE
Pa3BUBAIOIIMECS B IIPOLECCE KU3HU.
OTMEUEHO, YTO HA (POHE OTPAHUYECHUA
JBIKECHUI B IIEMHOM OT/E/Ee TI03BO-
HOYHHUKA TTAIMEHTHL C TOPOKOM THIA |
YaIIE PEABABIAIOT KANIOOB! HA TONOB-
Hble 001 U OONU B LIEE, B TO BPEMS
K4K yIPO3a HEBPOJIOTHYECKON CUMIITO-
MATUKM BO3HUKAET npu tunax II u IIL
CpeaHuil BO3PACT PA3BUTHSA MUEJIONA-
THY IPU 3TOM cocTasreT 10 ser, 6ome-
BOI'O CUHApOMA B wmee — 13 jer, paju-
Kynonatuu — 18 sier [2, 5]. XapakrepHo,
YTO KJIACCUYECKA KIMHUYECKAS TPUA/IA
CHUMIITOMOB BCTPEYAETCA TOMBKO Y 50 %
IIALKEHTOB [4], B pJie CIyYaeB CHHAPOM
JUIITENBHO TIPOTEKAET OECCUMITOMHO
U YCTAHABIMBACTCA TOMBKO BO B3POCTIOM
BO3pACTE.

Cpeny acCOIMUPOBAHHBIX CUMITTO-
MOB B 30 % CJTy4aeB BCTPEUAIOTCA HENPO-
CEHCOPHAA WM CMEITAHHAA TYTOyXOCTb,
TIAPE3 JIUIIEBBIX MBIIILY, [ITO3, CXOAAMIEECS
KOCOITIA31€, KOHTPaKTypa Jly3iiHa, aHO-
MAJIBHOE CIUAHKE pedep, TMIOIIA3HUA
BEPXHEN KOHEYHOCTH, 60ne3Hp [Inpen-
rend, HECTAOMIBHOCTD HETIOPAKEHHBIX
CETMEHTOB MEHHOIO OT/ENA TO3BOHOY-
HuKa [11-13]. JIo 50 % GOIbHBIX HMEIOT
CKOJINO3 WU JIPYTHE TSDKETBIE ehopMa-
LY [IO3BOHOYHHUKA [3, 12, 14]. Onicansbl
cyyan coderanusa CKO ¢ manbspopma-
el ApHombza — Kuapu u 6a3uiapHoi
UMIIPECCUEN C COOTBETCTBYIOMIEH K-
HUYECKON KAPTUHON HAPYIEHUN JIUK-
BOPOOTTOKA ¥ CHHAPOMA C/IABJICHUSA 3a]1-
HEN YeperHoOn AMKH [7].

0Oco60 BHAEAIIOTCS MAIHEHTH
C CONYTCTBYIOMUM MOPAKEHUEM CIIHH-
HOTO MO3T'd: CAPUHTOMUENHEN, CUPUHTO-
OynbOMEH, CHHAPOMOM PACIIEIIEHHOTO
CIIMHHOTO MO3r'a, CTEHO30M IO3BOHOY-
HOTO KaHama, kuctamu [12, 16]. Nagib
et al. [2] o XxapakTepy HEBPOIOTUYECKUX
HAPYIIECHUN BBIICUIN TPU KIUHHUKO-
AHATOMUYECKUE IPYTIIBI TALJUEHTOB:

— C OCTPOU ¥ XPOHUYECKOU TPABMOI
CIIMHHOTO MO3T4d IPH JIBYX CJIMBIINXCA
OJIOKAX TIO3BOHKOB, 4 TAKKE IIPU COIyT-
CTBYIOIEH MUENOAUCIUIA3UU (CUPUH-

TOMMEINH, CHPUHTO0YIBOUH, CHHAPO-
M€ PaCUIEIIEHHOTO CIIMHHOTO MO3I4d,
CTEHO3€ CIIMHHO-MO3TOBOTO KaHAJIa,
KHUCTAX);

— C OKKJIIO3UEN OGOJBIIOTO 3aTHUIOY-
HOTO OTBEPCTHA NPU OKIJUIIATANN3A-
MY ATMIAHTA ¥ GA3WIAPHON HMIIPECCUU
C TIOBBIMEHHON TOABWKHOCTHIO B KPa-
HUOIEPBUKAILHOM CETMEHTE; BO3MOKHA
ACCOIMAIIA C MATB(OpMAIEN APHOMBIA —
Kuapu u cupunromuenvey,

— CO CTEHO30M IIO3BOHOYHOTO KaHAIA
TpU 06PA30BAHNH OJIOKOB B KDAHHOBEP-
TeOPAILHOM, IENHOM U IPYIHOM OTJe-
JIAX TTO3BOHOYHHKA.

CrubaHue 1 pasrud6aHue B mMEHHOM
OTJIEJIE YACTO COXPAHACTCA, JAKE ECIIN
HECPOCHIUMHUCA OCTAIOTCS BCETO JIUIIb
ABA MPUICKAMUX APYT K JPYIy IMeH-
HBIX NO3BOHKA. OTMEUYEHO, YTO HECTA-
OUJIBHOCTh BEPXHEIIEHHOTO OTHE-
74 NMO3BOHOYHMKA NPEAPACHOIATA-
€T K HEBPOJIOTUYECKUM HAPYIIECHUAM,
HECTA0WILHOCTD HIDKHEIIETHOTO OT/IE-
J14 — K IMEHHOMY OCTEOXOHJPO3Y [2, 4, 7].

[Ipu couerannu CKO ¢ cuaapoMom
PACIIETUIEHHOTO CIIMHHOTO MO3T' IIPUH-
WMl KIACCU(DUITUPOBAHUSA TTOCIENHE-
rO HE OTIMYAIOTCA OT CTAHAAPTHOTO
(tun 1 - guacreMatoMuenud C JByMs
AYPAIbHBIMU MEMIKAMHY, TUIT 2 — JIUILIO-
MHUEINSA C OHUM JIYPATbHBIM MEIIKOM).
OnepaTuBHOE JICUEHUE TAKUX MAINECH-
TOB PEKOMEH/IYETCSA TOJBKO IIPH YXYALIIE-
HUU KJIMHUYECKON CUMIITOMATUKH [17].
B cBO10 OuEpe/b, BHIABIAEMBIE CIy4Yail-
HO nipu CK® na V3U n/mm MPT conyt-
CTBYIOIUE COCYAUCTHIE AHOMAJIUH, TIPO-
TEKAoMmue 6ECCUMIITOMHO HE TONBKO
IPHU JMHAMUYECKOH, HO U NP TIOCTO-
SHHOH MIIEMHU3AIMN TOIOBHOTO MO3T4,
61arofaps XOpomeH aanTaluu Jerei
K HAPYIIEHUAM MATUCTPAIBHOTO KPO-
BOTOK4, HE TPEOYIOT ONEPATUBHON KOp-
pexuun [4].

lerinpie pedpa y 60abHbBIX ¢ CKO
Berpeyatorcd B 10-15 % ciydaeB 1 MoryT
ABNATLCS IPUYUHOIN HEBPOTOTMIECKON
CUMITOMATHKY [6]. B mpezacrasieH-
HOM HAMH KIHHUYECKOM HAOMIONEHUN
y naupenta 17 jier, IMEIOMIETO CJIOXKHBINA
MOPOK Pa3BUTHSA MEWHOTO U BEPXHE-
TPY/JHOTO OT/IE/IOB ITO3BOHOYHHKA, CITHH-
HOI'O MO3r'a (HENOJIHAA JUIUIOMUETINA)
U CKOJINO3 B CTPYKTYPE aCCOIIMMPOBAH-
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HOI'O C HEMPOCEHCOPHOM! TYTOYXOCTBIO
CK®, Ha npoTSXEHUU TPEX JIET OTME-
YAJI0Ch HAPACTAHUE BEPXHETO MOHO-
Iape3a U3-3a CAABJICHUA IEMEHTOB
IIPABOTO IIEYEBOTO CIUIETEHUA, IPU-
BeAIIee K HEOOPATUMBIM U3MEHEHHUAM
U3-31 HEZOOLEHKH UCXOJHOH MATOJIO-
ruu. JIekoMnpeccus CIUIETEHUs MyTeM
PE3EKINU BEPXHETO pedpa (MeHHOro
C,) MO3BOMIA YAYYIIATH (PYHKIIUIO
MBI TIPEATUIEYbA U KUCTH, 4 TAKKE PATL
HENPOPU3NOIOTNUECKUX [TAPAMETPOB,
OJJHAKO MOJIHOTO BOCCTAHOBJIEHUSA (DYHK-
LU KACTH He npou3onuio. CyiecTseH-
HOE YIIy4IIEHHE BO3MOXKXHOCTU CaMO00-
CTYKMBAHYA TTALUEHTA, IPEXIE BCETO
32 CYET yAYYIEHUA (PYHKIIMN CXBAT4,
JOCTUTHYTO IIYTEM BBIIIOJHEHUA CYXO-
JKUJIbHOV IUTACTUKY HA KUCTH.

3axki1ro4eHue

C y4eToM HOPOIrPESUEHTHOIO Teue-
HUA 32001eBaHus manueHTel ¢ CKO,
AAKE HE VMEIONINE HEBPOJIOTUUECKON
CUMIITOMATHKH, JJOJUKHBI HAXOJAUTD-
€4 Ha MNOCTOAHHOM JUCIHAHCEPHOM
HAOMIOZICHUHN ¥ OPTOIIE/ A /BEPTEOPOIIO-
I'd U HEBPOJIOTA I/ CBOEBPEMEHHOI'O
BBIAB/IECHUA PA3BUBAIOIMXCA B [IPOLIECCE
KU3HU HEBPOJOTUYECKUX OCIOKHE-
Huit. Cieflyer IIOMHHTD, YTO IPUYUHON
WX PA3BUTHA MOTYT OBITh HE TOJBKO IPO-
ABJIEHUA IEPBUYHON MUENOAUCILIA3HY,
HO ¥ BTOPUYHBIE U3MEHEHMS, OOYCIOB-
JIEHHBIE ACCOLIMMPOBAHHON AaHOMAIUEN —
MENHBIMUA pedpaMu. OOBEKTUBU3ALNA
JAHHBIX, YTOYHEHHE YPOBHA IIOPAKEHUA
U OIpeJie/IEHNuE ONTUMAIbHON TAKTHU-
KU BEJCHUA B TAKUX CIY4adX TPEOYIOT
KOMIIIEKCHOTO OOC/IEA0BAHNSA C TIPH-
meHenuem KT, MPT u OHMI. Csoespe-
MEHHO HA4aTOE JIEYEHUE MOXET N103BO-
JIATb HE JOBOJUTH 0 BO3ZHUKHOBEHUA
HEOOPATUMBIX OCIOKHEHUI, 4 MY/IBTH-
AUCLUUIUIMHAPHBIN OAXOJ, C UCIOJIb30-
BAHUEM COBPEMEHHBIX STAMHBIX METOJ0B
JIEYEHUA — YIY4LIATh KAYECTBO KU3HU
MALAEHTOB.

Hccnedosanue 1e umeno cnoHcoperott nodoepircki.
ABmopoL 3aa67310m 00 OMCYMCmBUY KOHPAUKMA
UHMepecos.
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