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Chiari malformation in four sisters

Pe3siome

NpeacTasnen cemefHbiA Cyvai Manbghopmaunm Knapn | TNa y 4eTeipex cectep, ¥ fBYX 3 KOTOPbIX TaKKe Gbina CH-
PHHTOMMBNHA. [JWarHo3 NOCTABNGH HA OCHOBAHWA [AHHbIX MArHHTHO-PA3OHAHCHOR TOMOrpatuk. Mof4epKHBABTCH ponb

HAcNEACTBEHHOCTH B NPOMCXOXABHUN ITOA NATONOTHA.

Kniouesbie £1108a; ManbhopMauua Knaph, CHpHHIOMHEeNHA

Summary

Familial case of Chiari I malformation in four sisters is presented, two of them also had syringomyelia. The diagnosis was made
on the base of magnetic resonance imaging data. The role of inheritance in the origin of this pathology is stressed.
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Bsenenne

Hannuke ceMefHhIX CiTyuaeB CHDHHIOMHEJHH, Ga3H-
NAPHOA HMNpeccHH M ManbhopmaunH Kuapu I thna (MK
I) yxasnBaer Ha ponb Hac/EACTBEHHOCTH B BO3HHKHOBEHHH
ITHx 3a6oneBannii [1]. B Hcenenosannax Th.H. Milhorat
coaBt. (1999) [1]; F. Coria u coast. (1983); [2] smaensTca
pONbL KOCTHBIX AHOMANHHA KpaHHOBepreGpanbHOH obmacTH
KAK NEPBHYHOH MAaTONOrHH, cnocoGersylowed GopMHupoBa-
HHIO YyMEHBbUIEHHOrO 0bBeMa 3anHeH 9epenHod AMKH, B pe-
IYABTAaTe 9YETO0 BO3HHKACT OMYUIEHHE KaYJaIbHHX OTAENOB
MOTKEYKA H NPONOITOBATONO Mo3ra Zepe3 Gombuloe 3aTh-
NI09HOE OTBEPCTHE, TO ecTh Popmupyerca MK L. Ilpu Hann-
9HH KOCTHHIX aHOMAaNH# KpaHHOBepTeGpanbHOH obnactH H
MK I MoXeT BO3HMKATH HapylieHHE JTHKBOPOJHHAMMKH HA
YPOBHE GONBLIONO 3aTHUIOYHOTO OTBEPCTHSA, HTO, IO MHEHHIO
W.J. Gardner u J. Angel (1958) [3], cnocobcTByeT pasBuTHIO
H DPOTPECCHPOBAHHIO CHpHHroMHeaHH. Cemefnne ciy-
9aH CHPHHIOMHENTHH ABIAIOTCA peaxocTsio. Ilo naHHbM M.
Chatel u coasr. (1979) [4); C. Mariani u coasr. (1991) [5]
HX 9aCTOTa NMPH KIHHHIECKHX OGCIENOBAHHAX COCTABIACT
2% - 4% cnyqaeB ot ofmero aHcna HaGmozapmmuxca Gonb-
HEIX CHPHHIOMHE/HeH. BHeapenne MarHHTHO-pe30OHaHCHOH
ToMorpadun (MPT) B KIHHHYECKYIO IPAKTHKY MO3BOMHIO €
GONBIION TOYHOCTLIO AHATHOCTHPOBATH CHPHHTOMHEHIO H
JOKA3ATH €€ 9aCTOE COMETaHHe C AHOMANTHAMH KPAHHOBEPTE-
6paymHon obimactu # MK 1. 3a nocneanee necaTuierse B AH-
TEPATYPE OMHCAHEI OTAENbHAIE CeMEAHRIE CITyJaH C TAKOH Co-
9€TAHHOH NAaTONIOTHEH, IHArHOCTHPOBaHHbe MetonoM MPT.
A. Colombo 1 M.G. Cislaghi (1993) [6) npeacrasunu cemeii-
HHIH ciTyqal CHPHHIOMHENHH Y ABYX CECTED, Y OMHOH H3 HHMX
Taioke HMenack MK O, a y apyro# - anomanus Klippel - Feil.
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A. Zakeri u coaBt. (1995) [7] onucannu ceMeHHBI cmyvaH
MK | # cupuHromuenun y asyx cubeos, J.L.D. Atkinson u
coasT. (1998) [8] - cemelinmit cmyuait MK | H CHpHHIroMHe-
JIHH Y [IBYX CECTep-MOHO3HIOTHBIX G/H3HELOB.

Llens pabomst — H3y4HTL HEBPOJIOTHYECKHE MPOsRIE-
HHA H MOPPONOrHYECKHE OCOOEHHOCTH CTPOEHHA LEHTPab-
HOMH HEPBHOH CHCTEMB Y 4ETHIPEX CECTep ONHOH CEMbH, HMe-
tomx MK I Tna

Marepuan 1 meToAbl

B Hacrosieii pabore mpeacTannex ceMeiHbA Cyqai
Manbopmaitid Kuaps I THna y 4 cecrep, Y ABYX H3 KOTOpHIX
6bina Taloke BhIABNEHA CHPHHTOMHenHA. Bcem 4 cectpam
IIPOBEIEHO MONHOE KIHHHYECKOE HeBponorudeckoe obcie-
nosatre, MPT ros0BHOTO H CIIHHHONO MO3rA, PEHTTEHOrpa-
¢$uA depena M MO3BOHOMHHKA Ha MIEHHOM H FPYAHOM YPOB-
Hax. J{marno3 6eu1 nocrasnex Ha OCHOBaHMH AaHHRIX MPT.

Peaynbratel 4 o6cyXxaeHHe

Poreny cecrep - KOpeHHBIE XXHTeH cena «Kyaposo»
Caepanonckoil obnactH, kotopoe ocHoraHo B XVIII Bexe
PYCCKHMH MEpeceNeHUamH, H B HEM NMOAIePXKHBACTCR OCea-
NIbIH COCTaB JKHTENeH.

Cecrpa H.I, 53 ner, B Bo3pacre 45 ner ourythna 6onn
B 3aTHLIOYHON OG/ACTH rONOBHI H LIEH, NOJIOBOKPYXKEHHE, 10~
uaTHBaHKe NpH xoan6e. 3a6onepaHne NOCTENEHHO Mporpec-
cuposaino. [IpH obcnenopaHHH oTmezanack Gone3HEeHHOCTH
MpH NalLNaUHH NapasepTeGpaNbHEIX TOYEK B LIEHHOM OTAe-
e MO3BOHOYHHKA H cTaTHIeckas arakcHa. [lpp MPT ronos-
HOIO MO3ra BriABRIEHO HanHaHe MK I (omymeHHe MHHIATHH
MOTKEYKA HE 4 MM HHXe YPOBHA GONBIIOTO 3aThLIOYHOrO
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OTBEpPCTHA), YMEHBIIEHHE BLICOTH 3afiHed 4epenHon AMKH
(unameke Klaus meHee 30 mMm), 6au3xoe pacnonoxenue ayr
aT/IAHTA K 3aThUIOYHONA KOCTH.

Cecrpa JI.T, 49 net, ¢ 42 net owywaet 601 B 33T~
7I04HO# 06acTH NOOBH H wweH, ronoboxpyxenHe. [Ipu o6-
CJ/IEIOBAHHH BhIARNEHK! BHEIIHHE NH3IPadHIECKHE PHIHAKH:
nonuxoliedansieckas GpopMa rojoBhl, HHIKHIA POCT, YKOPO-
qeHHe IUeH, J1erko BHPRKEHHBH CKONHO3 IieHHO-TPyAHONO
oTaeNa NO3BOHOYHHKA. BoNe3sHEHHOCT NPH Nanbnaluxy na-
pasepreCpaibHBIX TOUEK B IIEHHOM OTAENE NO3BOHOYHHKA H
cratnyeckan arakchs. [Ipp MPT rosoBHOro Mo3ra 0TMe4Y€HO
6113K0€ pACTONOXKEHHE QYT ATIAHTa K 3aThUIOYHOH KOCTH;
MHHOQTHHBE MO®KEYKa ONyILIEHR HA 2 MM HHXE YPOBHA
6ONBILOrO 3aTHUIOYHONO OTBEPCTHA (NPOMEXYTOYHAA MO3H-
LA MHHAQIHH MODKedKa Mexay «HopMmoi» u MK I).

Cectpa 3.I., 47 ner, ¢ NeTCTBA OTMEYANa CHIKEHHE
CJyXa Ha JIEBOE YXO, CBA3AHHOE C NEPEHECEHHRIM OTHTOM. B
30 ner ouryTHna cnabocTs H CHIDKEHHE YYBCTBHTE/IBHOCTH B
MpaBoil pyKe, roJIOBOKPY)KECHHE H HEYCTOHIHBOCTb NPH XOAb~
6e. B 40 ner noasHcy, Goau B 3aTbUIONHOHA 0GIaCTH rONOBRI

M lWeH, B 44 neT - c1abocTs H HapylleHHe YyBCTBHTENILHO-
cti B neBon pyke. MocreneHHo ycwiwincs BecTbynapHble
H CJIyXOBble HapyLIEHHA; MOABHIMCH apTPOMATHH IUICYEBBIX
cycrasoB. [IpH oBGcnenoBaHHH BHIABIEHBI BHELIHHE IH3pa-
¢HIECKHE NMPH3HAKH: HH3KHA POCT, KOPOTKaA lies, CKOMHO3
meHHO-TPYIHOIO OTAE/A OIBOHOYHHKA. B HeBponornyeckom
cTaryce ONpele/LUIHCh GONE3HEHHOCTh MPH ManblalHH na-
PaBepTEOPAILHBIX TOYEK B LICHHOM OTOENE NO3BOHOGHHKA,
cMewaHHkIe HapyLUCHHA CITyXa H CTATHYECKAR ATAKCHA, AH(-
¢y3Had THINIOTOKHA MBI OGCHX PYK CO CHIDKCHHEM CyXO-
MHIBHBIX peduiekcoB. MblilieqHas CHiIa B pyKax CHIDKeHa 10 3
6annob; arpodHu MuIL KHCTeH pyk. HioxHHI cnactHaeckwii
riapanapes ¢ runeppeduiekcHeii H CTOMHBIMH NATOMOMHYECKH-
MH 3HakamH. MuiledHad ciia B HOrax CHibkeHa fio 4 6an-
noB. CermeHTapHble HapylEHHA yBCTBHTEIBHOCTH 110 THITY
«xyprih» B fiepmaromax C3-D3. [Ipy MPT ronoBHoro Mosra
ONPENENAIOTCA YMEHbIIEHHE BBICOTH! 3a/IHell SEPEMHOM AMKK
(vHnekc Klaus - 32 mMuM), 61H3koe pacnonosxenue Qyr ariaHTa
K 3aTLUIOYHOA KOCTH; 3yGoBUAHEIA OTpocTOK C2 pacnonoxen
Ha 3 MM Brune nunuH McGregor. [TpH3HakH yMepeHHO BbIpa-
JKERHOH BHYTpeHHeH runponedanun (muaexce Evans = 0,33).
Onpenenserca MK | (onymenne MHHIANHH MODKEYKA HIDKE
YPOBHs 6QILIIONO 3aThUI09HOTO OTBEpCTHA - 8 MM). [Ip MPT
KpaHHOBepTeOpaTLHON 06nacTH, WEeHHOIO OTAENA M03BOHOY-
HHKAa H CIIMHHOIO MO3ra Ha MPOTKEHHH cerMeHTOB C3-D3
BBLIABNCHA UEHTPANbHO pAaCnoNoXKeHHas CHPHHTOMHeNHYe-
CKast KHCTa MAMETPOM N0 4 MM B MaKCHMAJIbHOM DacLHpe-
HuH. [IposeneHa onepaunsa: AeKOMIPECcHR 3aHeEH YeperHoN
SIMKH, 3aKPLITHE BXOZa B LIEHTPATbHEIH KaHAN CITMHHOIO MO3-
ra KyCoYxoM Mbluliihi. Yepes roa mocne onepaumu naumext-
K3 OTMEYaeT OCTAHOBKY MpOrpeccHpoBaHus 3abonesanus,
YMEHbUIEHHE NOIOBOKPYXeHHH H Goneii B obnactu wen. Mpyu
KOHTpOMbHOM MPT HccnenoBaHHM Ha NMPOTDKEHHH LiefHO-
FPYRHOIO OTAENA CITHHHOND MO3ra ONPEAEAeTCA UEHTPATLHO
PacrioNokeHHas KHCTa C HEPABHOMEPHAIM AHAMETPOM, Kojle-
6momnmcs or 1 no 2 mm. Ha ormensHex yuacTxax oHa He
muddepeHumpyercs.

Bpar A.I, ymep B 1991 r. B Bo3pacre 45 neT; no MecTy
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HTENLCTBA eMy GhLn MOCTaB/IEH IHATHO3 - XPOHHYECKOE 3a-
60neBaHHe HEPBHOH CHCTEMBI HEYTOUHEHHOTO NeHe3a.

Cecrpa P, 42 ner, ¢ nercrsa cTpajaia nepHOXHNECKH
BO3HHKAIOLHMH TOJIOBOKPYXEHHAMH, TUIOXO NMEPEHOCHIIA M10-
e3KH Ha Tpancnopre. B 15 ner ouytHia cnabocts B nansuax
npasoi KHCTH, B 19 - Bo3HHKAA cnabocTs B MuLINax obenx
PYK, HapyllICHHE YYBCTBHTE/LHOCTH HA PyKax H TynosHue. B
27 net NoABMAMCH aTpodHH MBIILL KHCTe pyK, 60/1M B 3aTh-
JIOYHO# 06/MacTH rojIoBH! H WeH. B 41 seT BOIHHKIK BECTH-
6ynsipHele 1 GynbbapHele HapyweHHa, crabocte M Tyronoa-
BIDKHOCT B MBIILILEX HOT, TA30Bhl¢ HApYIUECHHA, apTponamms
ne4eBrIX CycTasoB. [IpH ocMOTpe BLIARICHR BHEILIHHE AH3-
padHueckHe MPH3HAKH: KOPOTKAA IUEH, aCHMMETPHA JHUA,
CKOJIK03 LIEAHO-TPYAHONO OTHENa N03BOHOYHHKA. Boneanen-
HOCTb [PH MANLNAUHK NapaBepTeOpanbHEIX TOYEK B IEHHOM
oTene MOo3BOHOYHHKA, ABYCTOPOHHHE CMEIUaHHBIE Hapylue-
HHA CITyXa, UeHTPabHbIH BECTHOYIAPHBIH CHHAPOM, CTaTHIe-
cKas artakcis. [1ape3 Milllll rOPTaHH, OTCYTCTBHE ITIOTOYHOIO
peduiexca. [ dystoe CHHIKEHHE TOHYCA B MHILIUAX PyK CO
CHIDKEHHEM CYXOXHJIBHBIX peqUIeKCOB, CHHXKEHHE MBILICYHOH
CWIH B pykax 10 2 6a/ioB, BRIpaXeHHbIE aTPOOHH MBILIL
kucTel ¢ obenx cropoH. Hikuuil cnactieckuii napanapes
¢ runeppeduieKcHer H CTOMHLIMH NATOJIONHYECKHMH 3HAKAMH.
MuedHas cuia B Horax cHikeHa ao 3 6amnos. Cermen-
TapHbIE HapyLIEHHA YYBCTBHTE/ILHOCTH MO THITY «KYPTKH» B
nepMaromax C2-D7. Tasosnie Hapyuenua. [lpu MPT ronos-
£OTO MO3Fa BLIARIEHO yMEHBIICHHE BBICOTH 3ajHEH depen-
Hoit AMKH (uuaekc Klaus - 33 mm), GnH3koe pacnonoxeHHe
OYT aTIaHTa K 3aTbUIOYHOH KOCTH, 3yOOBHIHBIA OTPOCTOK
C2 pacnionoxeH Ha 6 MM Briwe THHHK McGregor. [Ipusnaxs
BHyTpeHHeH ruapouedanin (nuaexc Evans = 0,40). Onpene-
aserca MK | (omyieHne MHHAQUTHH MODKEIKA HIDKE YPOBHA
6onpworo 3areuioaHOrO oTBepeTHA - 9 MM). [Ipn MPT kpa-
HHOBepTeGpanbHOH 00NacTH, WEHHOTO OTAENA N03BOHOTHHKR
H CIHHHOTO MO03ra Ha MPOTYDKEHHH cerMenToB C2-D6 ompe-
NENAETCA UEHTPANBHO PacMoONOXEHHAA CHPHHTOMHEHIECKAA
KHCTa C MAaKCHMATBHBIM NHaMeTpoM 0 3 mm. [lposenena
oMnepaiMA: ACKOMIPECCHA 3aJHEH UYEepeNnHOH SAMKH, 3aKphi-
THE BXOMa B LUEHTPATHHBIA KaHAN CIIHHHOIO MO3ra KyCOYKOM
MBIILEL. B nocneonepaiHoHHOM nepHoe OTMEYANIOCH YTy
LIEHHE COCTORHHA GONbHOM (YMEHBIIEHHE MOJIOBHBIX Goneri K
rOJIOBOKPYXXEHHA), a TakKe YMEHbLICHHE NapaMeTPOB CHPHH-
TOMHE/HYECKOSH KHCTHI.

Habmonasumecs HaMH CECTPh! POANIHCE B CEMBE KO-
PEHHBIX XXHTeNEeH Cesa, CYLIECTBYKOIIErO B TedeHHE Tpex
CTO/ICTHH, YTO MNOAPa3yMeBAEcT MOBRIIIECHHBIA YPOBEHbL HH-
6pHaMHra H COOTBETCTBYET Habmoaenusam pana asropos [6,7)
0 npeoGnanaHnu cpeay 60AbHRIX CHPHHTOMHENHEH deTeH H3
TaKoro poaa cemeii. Hamu ormeuer GpakT HATHIHA CHPHHIO-
MHeHH y 3 1 5 peGeHKa B ceMbe, a Taloke HapacTaHHe TDKe-
cTH 3a601€BaHHA H BRIPAXKEHHOCTH €10 KIIHHHYECKHX ITPOAB-
JIEHH 110 Mepe YBeNHYEHHA NOPAAKOBOTO HOMEPA POKIEHHA
cecrep. [TonydeHHne naHHBIE COTNACYHOTCA ¢ MHEHHEM He-
KOTOpBIX Hccnenonaresnedi [6,7] o Gonee BHIPDKEHHOM PHCKE
Pa3BHTHA CHPHHTOMHE/THH MPEHMYLIECTBEHHO Y NOCJIEIHHX
nereit B cembe. [To X MHEHHIO BEpOATHOCTH 3aboneBanus
CHPHHIOMHEJTHEH NEPBEHLIEB NOYTH BABOE MEHbIUE, 4EM TPe-
TBEIO H 4ETBEPTOTO pebeHka.
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TaknuM obpa3oM, coueTaHHe aHOMAlHil XpaHHOBEp-
TebpanbHoit obiacth ¢ MK | H cupHHromuense#t y cecrep
Of{HO/f CEMBH TOATBEPAIACT POSib HACACACTBCHHOCTH B pa3s-
BHTHH TAKOIO KOMIUIekca naroforHd. Ofpamaer Ha ce6s
BHHMaHHE ceMcHHuA anaMHes. TTonyueHHNe HAMH JaHHbBE
O HAJIHIHH Y YETHPEX CECTEpP ONHOH CEMBH KPaHHOBEpTC-
OpanbHEIX aHoMaNHHA # Manbdopmannn Knapu | THha, a Tax-
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