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OIIMCAHUE TPEX CAYYAEB

«3EPKAABHOM KHWCTH»

l'ocypapcTBeHHOE yUpesKAEHUE HAayYHO-UCCAEAOBATEABCKUN
AeTcKuM opronepmdeckuid uHCTUTyT uM. ', TypHepa, CaHKT-IleTepOypr

«3epKasibHAsI KUCTh» — DENKas BPOXKAEHHAS aHOMA-
JINsi, KOTOpasd XapaKTepuayeTcs yJBOCHUEM JIOKTEBON KOC-
TH, OTCYTCTBUEM JIyueBO# u I masplia KMCTH, M30BITOYHBIM
KOJIMYECTBOM IAJIbIE€B, KAK IPABMUJIO, CUMMETPUYHO PACIIO-
JI0OXKEeHHBIX OTHOCUTEJNLHO cpeaHell JuHuu. Tak Kak Ipen-
IJIeYbe COAEPIKUT [[Be JIOKTEBLIX KOCTH, TO AAHHYIO medop-
manuoo, no mHeHuo Wood (1998), mpaBomMepHO HA3BIBATH
«yabHapHOH gumenuein» [1]. Ilo namubsim Al-Qattan u coasT.
[2], B tuTepaType onucano 6osee 100 ciyuaeB «3epKaIbHOI
KHUCTH».

VabHapHad guMenus — aHOMAJAWA, XapaKTepHas He
TOJBLKO IJISI UeJOBeKa, HO W AJd KuUBOTHBIX. Tak, Gorriz
(1982) maburofaa JaHHY0 aHOMAJIUIO ¥ IbIIAT, Ueshima u
Uehara (1981) onucanu ee y Teast [3]. OObIYHO «3epPKaIb-
Hasg KHUCTh» BCTPEUAETCA KAK CIopajuuecKoe 3abojeBaHue,
OZHAKO OTMEUYeHbI M HACJeNCTBeHHBIe ciaydau. Sandrow et
al. [3] oumcanu cembio, Tie OTEI[ U JOYb MMEJHU CXOAHYIO
aHoMaauioo. [lo MHEHUIO YUYeHBbIX, BEPOSATHON NPUUYMHON 3a-
60JIeBaHUSA ABJIAIOTCA CIIOHTAHHBIE MyTanuu reHoB. O6a mosa

MOPaYKaIoTCs C OAMHAKOBOI YaCTOTOM, HE OTMEUEHO U Ipeos-
JafaHuda KaKoi-1n0o CTOPOHEI Iopaskenus. Jarme HabI01a-
ercsa OLHOCTODPOHHAA nedopManusd, OTZHAKO, MO JAHHBIM
Laurin u coasr. [4], BO3MOXHO ¥ ABYCTOPOHHEE IOPaKeHNE.

VibHapHAS AUMEJNs Yallle BCero BBISABJIAETCS KaK M30-
JMpoBaHHAasl aHoMausi. ['Opasgo peske BCTPEUAIOTCS COUe-
TaHHBIE BAPMAHTHI, BKJIIOUAIOIINE MOPOKU JIUIIA, BPOYKIEH-
HYIO OUCJOKAIUIO IIjIeua, YABOeHHe MaJiobepIioBOil KOCTH,
CUHTIOJIUAAKTUINI0 Kucreit u crom [3—T7].

ITomumo KJIaccuuecKoit GOpMBI «3epPKAJbHON KHUCTU»,
BO3MOJKHBI U APYTHMe BapUaHTBI 3TOM amoMmaiauu. Tak, Yang
u coaBT. [11] cmenmanu 0630p MUPOBOI JIUTEPATYPHI M O0HA-
pysKuiu onucaHue 6 CIy4uaeB C IOJHBIM YJBOEHWEM KUCTHU,
BKJIIOUasi OOJIBIIION ITaJiel], PasJMYHLIMU BapuaHTaMU KOC-
Tell mpefmieubd. Barton u coasr. [1] Habm0ogaI 60IBHOTO
¢ 8 maspnamMu, 3 KOCTAMU HpENIIeuYbs (JIy4eBON W ABYMSA
JIOKTEBBIMU, OJHA W3 KOTOPHIX ObLIa pyAWMMEHTapHOir). Al-
Qattan u coasr. [1] onucasnu 60JIbHOTO, XapaKTEPHOM 0COOEH-
HOCTBIO KOTOPOTrO, IIOMMMO MHOKECTBA MAJIBI[EB HA KUCTU,

Tabruua

Kaaccuduranus «3epraasnoil kuctu» (Al-Qattan et al., 1998)

Tun HasBanme Knuanueckas xapaxTepucTukra
ITonupakrTunus, npeaiieube 00pa3oBaHO 2 JIOKTEBBIMU KOCTAMU:
o TUII A — KaiKJas KOCThb IPeAIlIeUubs XOPOIIo c(hOpMUPOBAHA;
1 VibHapHAaA SUMeIns p p dopmup >
e TuII B — mpeakcuasibHasd JOKTEeBas KOCTh HE MMeEET IITNJIOBUJHOI'0 OTPOCTKA MU
OH T'UIIOIJIACTUYEH
. ITonupakTunusa, npeaaeube 06pPasoBaHO 2 JIOKTEBBIMU KOCTAMU (OJHA U3 HUX
2 IIpome:kyTOUHBIN THII . .
PYAUMEHTapHasA) U OOHOM JIy4eBOH KOCTHIO
TlonupakTuaNs, TpeaIIeube 00Pa30BaHO OJHOM JIOKTEBOM ¥ OJHOM JIyueBOM KOCTSIMMU:
3 IIpoMeskyTOUHBIN TUI o TUI A — JiyueBasi KOCTh XOPOIIIo chOPMUPOBAHA;
e Tumn B — siyueBasi KOCTH TMIIOILJIACTUYHA
JIByCcTOpOHHEE TTOPAYKEHNEe, CUHIIOIUAAK TUIIN;
"SepKalbHAd KHCTh | XapaKTePHEI '~ 3epPKaJbHBIE CTOIBI 1 BPOXKACHHAA JedopManusa Hoca:
4 IpU Pa3JIUUHBIX o TuIl A: Sandrow cuHIpOM (IIpeamieube 00pPa3oBaHo 2 JIOKTEBLIMU KOCTAMMU);
CUHAPOMAaX e Tuml B: Martin cunapom (peamieube 00pasoBaHO OAHOM JOKTEBOM W OJHOI
JIYYEeBON KOCTSIMM)
5 VYaBoeHue KucCTHU ITonmoe yaBoenme KucTH, BKJIOUYasa I majiel, ¢ HOpMaJbHO Pa3BUTHIM IIPEAIIeUYbeM
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OBLJIO HAJIMYKE IIPeAIIeubs, 00pas0BaHHOTO JIOKTEBOI 1 I'UIIO0-
IJIACTUYHOM JIyueBoil KocTsamMu. Ha ocHOBaHUM COOCTBEHHBIX
HAOJIOJeHUH U JAaHHBIX JUTEPATYPLI aBTOPHI CO3JATU KJac-
cuUKaAIUI0 «3€PKATbHON KHUCTU» C BBIAEJEHNEM 5 pasjind-
HBIX THUIIOB JAaHHOUM aHoMaymu (cM. Tabsmiy) [1].

Hawub6ousee uacto Bcrpeuaercsa Tun 1 B, pesxke — tum 1 A.
Wood [1] ykasai, 4To B GOJIBIIUHCTBE CIYyYaeB YJIbHAPHOMN
IUMEJINU UMeeTCsI KOPOTKas IpeaKcualbHas KOCThb, U KUCThb
uMeeT, BCJIEACTBUE 39TOT0, JYyUYeBYyIO AeBuamuio. B xo-
JIe pocTa AUCTAJILHBIA KOHEI] ITPeaKCUaJIbHON JIOKTEBOM KO-
CTH pPaCIIUPAETCA, UMUTUPYS AUCTAJIBHBINA KOHEI[ JIy4eBOu
KOCTH, 4TO, o mHeHuio Chinegwundon u coasr. [3], cayxur
JIOKa3aTeJIbCTBOM TOTO, UTO JIOKTEBbIe KOCTU IIPU yJIbHAPHOM
AUMeJIN He ABJAITCA MCTHUHHBIMHU JOKTE€BBIMU KOCTAMM.

OcTabHbIe BADUAHTHI «3€PKAJIbHON KUCTU» , IT0 JAHHBIM
JIUTEePaTyphbl, BCTPEUAIOTCA KpaiiHe pegKo: Tum 2 — OIHCaH
BCeTo OAWH ciayuai, Tunm 3 A — naBa HaOGJIOAEHUA, THUIL
3 B — oaun cayuaii, Tun 4 A — oxgHo HabaogeHue, Tul 4 B
— 9 cayuaes [1—3, 6, 8, 9].

C 1990 mo 2004 rr. B OTHeI€HUN MUKPOXUDPYPTUU U
PeKoHCTPYKTUBHOM xupypruu Kuctu HUMOU uwm. I'.1. Typ-
Hepa HaXOAWUJIWCh HA OOCJIeTOBAHUU U JeUEeHUU 3 JeTeil C
PasIMYHLIMM BapHMaHTAMU AAHHOW martoJsiornu. Bo Bcex Ha-
OJIIoeHnAX 3a00JieBaHUEe SBJAJNOCH cropaguuyecKkuM. Ilomu-
MO ITOPOKA PasBUTHUA MPEAILICUbA U KUCTU, KAKON-I11u00 APY-
TOM IIATOJIOTUU OIIOPHO-ABUI'aTeJIbHOI'O aIllliapaTa, BHYTPEH-
HUX OPraHOB y 9TUX JeTell He ObLIO BBIABJIEHO. AHOMAaIUSA
oTMeueHa y 2 MaJbUNKOB U OTHOU AeBouKU. Bo Bcex HaOII0-
JeHUSIX MaTOJIOTHsS ObLIa OZHOCTOPOHHEM, ITPU 9TOM JieBas
CTOpOHA Mopakajach B 2 ciaydasax, IpaBasg — B OTHOM.

Knaccuueckasa opma «3epkaibHO Kuctu» (Tun 1B mo
kaaccudpuranuu Al-Qattan u coast., 1998) OblIa BHISIBICHA
y ogaoro peberka [1]. [laHHBIN BapuaHT KJINHUYECKN XapaK-
TEepU30BaJICA HaauumeM 8 Tpex(aJaHTOBBIX MAJbIEB, HAXO-
IAMINXCSA B OOHOM IIJIOCKOCTHU, C BBIPAYKEHHOI T'UIIOILIA3Ue
M OTCYTCTBHEM aKTUBHBLIX nBmKeHuUul I m IV pagmanbHBIX
Jydel, JIy4eBOUW AeBUAIMENl KUCTU, YKOPOUEHWEM IpeAILe-
Ybs Ha CTOPOHE MOPa’KeHUsd, OrpaHUUYEeHUeM aKTHUBHOTO U
TAaCCUBHOI'O PasrubaHusa B JIOKTEBOM CyCTaBe.

PenTtrenosiornueckoe o0CIeIOBAHNE BBLIABUJIO CJEIAYIO-
mue usMeHeHuA. IIpeamneube OBLIO MPEACTABIEHO 2 T'UIO-

Puc. 1. Bremnuit Buz (a) u peHTreHorpamma (6) Kuctu
6oabHOM M., 1,5 ser.

IJIa3MPOBAHHBIMY JIOKTEBLIMM KOCTAME C 6OJiee BBIPAYKeH-
HOUM THIONJIa3uel UM pacHimpeHueM B JUCTAJILHOM OTIejie
pazuaabHON JOKTEeBOM KocTu. KocTu 3amsicThs OBLIN IIPeN-
CTaBJICHBI YABOEHHBLIMU I'OJIOBUATON M KPIOUKOBHUIHON KOC-
TAMU, KACTh ObLIA IpeAcTaBiaeHa yaBoeHHbIMU II—IV jyua-
mu, I ayum orcyrcrBoBanu. Kpome Toro, mabiaromaanch
TUIIOIJIA3KSA YaCTU IISICTHBIX KOCTeH 1 (hajlaHr HajblieB, Ha-
Juyue IceBAosdnudM3a OTHOM M3 IMACTHON Kocreil (puc. 1).

Bo BTOpOM ciiyuae, BCTPEUYEHHOM HaMU (IIPOMEIKYTOU-
Heiit 3 B Tun mo kaaccupuranuu Al-Qattan u coast., 1998),
KHCTh ObLIa IIpeAcTaBieHa 7 TpexX(aJlaHTOBLIMU MMAJIbIlaMU,
PAaCIOJIOKEeHHBIMU B OJHO¥ IIJIOCKOCTU C moJsudaaaHruein
IV manbma, ormMeuasivich YKOpPOUYeHME TPEAILIeYbsi, a TaKiKe
pazuanbHas OeBUAllUA KHUCTU, O0YCJIOBJIEHHAs T'MIIOIIA3M-
el JTy4eBOM KOCTHU. B JIOKTEBOM cycTaBe OTMEUAJICSA IIOJTHBIN
o0beM aBusKeHUM. KocTu 3amsacThs ObLIN IPEACTABJIEHBI T'0O-
JIOBYATON ¥ KPIOYKOBUIAHON KOCTAMU. PanmasbHbIe IMaTbIIhbI
KHCTH OBLIM IIpeAcTaBJIeHbI Tpex@dasauroBbiM I manabiieM B

Puc. 2. Buemnuit Bupg (a, 6) u peHTreHorpamma (B) Kuctu 6ossaoro T., 1,5 ser.
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Puc. 3. Penrrenorpamma kuctu 6osxsHOTO T., 1,5 Jer.

COUETaHUU C PAAUAJILHON MOJUTAKTUIVEl. BosbIioi masers
KHUCTHU 6LIJI TUIIOIIJIa3MPOBAaH, aKTHUBHBIE OIBUXEHUA B HEM
orcyTcTBOBasM (puc. 2).

Tperuii BapmaHT «3epKaJIbHON KUCTU», BCTPEUEHHBINU
HaMHU, He IIOAXOANJI II0[ OIIMCaHNe HU OJHOI'O M3 M3BECTHBIX

noaTunoB. Ha cTopoHe mopaskeHUA HAOIIOJAINCH HMOJTUTAK-
TUINA U pafguaibHad AeBuanud KUCTU (6 TpexdaslaHTOBBIX
¥ OaUH ABYX(aJaHTOBBIN MaJbI[bl, PACIIOJJOKEHHbBIE B OHOI
ILJIOCKOCTH), TUINOIIA3UA U JedopMarnusa JydeBOl U JOKTe-
BOM KOCTell, YKOpOUeHUe IPeAIieubd. B JIOKTEBOM CcycTaBe
OTMEUAaJICA MOJIHBIN 00beM aBmKenuii. B VI mansie ormeua-
Jlach yJIbHApPHAA KINHOLAKTUINA HA YPOBHE IPOKCUMAJIBHO-
ro mexk@asanrosoro cycrasa. III syu ObLI mpeaCcTaBIEH IIPO-
KCUMAaJbHOU M AUCTAJNbHOM (pajsaHTaMU U PYLUMEHTOM
MSCTHOM KOCTH. AKTUBHBIE ABUKeHUA B VI masbiie ObLiIu
orpaHmuueHnsl, B III — orcyrcrBoBasu. Ilo Hamemy MHeHUIO,
KHUCTh TIPeACTaBaANa co0oii coueTaHme Tpex(damaHrmsma
I manmpma ¢ paguaJbHON moaumakTuaueil (puc. 3). YUUTHI-
Bad JAaHHBIN caydail (coueTaHme MOJUAAKTUINY C JedopMa-
e obenx KocTe mpearieubsa), BEPOATHO, ClAeayeT B KJac-
cupuranuu Al-Qattan u coasr. (1998) BBIZEIUTH B 3-M
MIPOMEXKYTOUHOM THIIE ele oguH moaTtun — moaTtum C.

Takum 00pas3oM, «3epKajbHadA KUCTb» ABJIAETCA PeJ-
KHUM BPOXKJEHHBIM IOPOKOM Pa3BUTUS, KaYKABIH HOBBIN CIIy-
yaii aToro 3abojeBaHUSA TPeOyeT OHMMCAHUSA U MOAPOOHOTO
M3YYEeHUA, UTO MMO3BOJIAET BBHIOMPATH MPABUJBHYIO TaKTHU-
Ky JeUeHUus M MaKCUMAaJIbHO IIOJTHOIIEHHO BOCCTAHAaBJIMBATDH
(OYHKIIUI0O KOHEYHOCTH.
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CAYUAH TITEPMOAMYECKOI BOAE3HU C MCXOAOM B AMUAOUAO3
YV MAABUMKA 15 AET

Poccuiickuii rocypapCTBEHHBINM MEAUIIMHCKUY YHUBEPCUTET,
Mopo3oBckast TOPOACKask AeTcKas KAMHHYecKass O0AbHUIIA, MockBa

ITepuoguueckas 6osesub (IIB) — ayTocommuo-peleccuB-
HOoe 3abojieBaHWE, BBI3BAHHOE MyTalMeldl B I'eHe, PacIoJjo-
JKeHHOM Ha KOPOTKOM ILTeue xpomocoMbl 16. Ilia Hero xa-
PaKTEpPHBI MEPUOAVYECKN BO3HUKAIOIIVE 3MU30JbI 9KCCYAa-
THUBHOT'O BOCIIQJIEHUA 6pIOH.II/IHLI, IIJIEBPbl, CHHOBHAJIBHBIX
o6osouek. BrepBrie KaKk OTAEIBHYIO HO30JOTHUUECKYIO (hop-
My 910 3aboJieBaHue onmcaa B 1948 r. Reimann, Koropsrit u
NPEJIOKUJ TEPMUH «IepPUOoguUYecKas 00JIe3Hb», OJHAKO
cilyuyay MepUOJUYEecKY BO3HUKAMINUX y OOJBHBIX 03HOOA,
PBOTHEI U OCTPHIX 0OJiell B JKMBOTE OBLIM OTMEUEHBI ellle B
koHile XVII Beka. IIB u3BecTHa TaK)Ke Kak ceMeilHas cpe-
IN3eMHOMODCKAsA JUXOPagKa, apMaHCKaa 60Je3Hb, eBpeiic-
Kasi ceMelHasl JUXOPaJKa. ITH MHOTOUMCJIEHHBIE CUHOHU-
MBI OIIMCHIBAIOT OCHOBHEIE OCOGEHHOCTH JaHHOTO 3a001eBaHUSA
— IIepUuOANYHOCTHh BO3SHHMKHOBEHUHA IIPHUCTYIIOB, CeMeMHBIN
xapaxTep 60JIe3HN, ee PACIIPOCTPAHEHHOCTH [IPENMYIIECTBEH-
HO cpenu HapomoB CpegusemMHOMOpPbA 1 BamkHero BocToka.
BoasmuacTBo 6osbHBIX IIB B Mupe cOCTaBIAIT apMAHE U
eBpen-cedapasl (4acToTa HOCUTEJIHBCTBA MYTAHTHOTO I'€HA
1:16—1:7 u yacrora 3aboseBauusa ot 1:1000 mo 1:250 ueJto-

BEK); JOCTATOUHO YaCTO 3a00JIeBaHNE BCTPEUAETCA TAKIKE Cpe-
I TYPOK, apa0oB, UTAJbSIHIEB, 'PEKOB U APYTUX HAPOAOB
Cpenusemuomopbsa. Ha Teppuropun 6wiirero CCCP u B Poc-
cuu cBeimre 90% GonbubIX IIB cocTaBisioT apMsHe, OTHAKO
maHHOe 3ab0JIeBaHMe OIMCAHO U y asepOaiijiKaHIleB, IPY3UH,
cpenu HaponoB Cesepnoro Kaekasza [1, 2].

Ten ITB (MEFV) xkmouuposas B 1997 r. Onucano 29 pas-
HOOOPAa3HBIX MYTAIWH I'eHa, OOJBIIMWHCTBO M3 KOTOPBIX CO-
CTaBJIAIOT MuCceHc-MyTanuu. Cpeau apMsaH B OCHOBHOM BCTDe-
yaercsa ramwiotun C ¢ 3aMeHoil ananuHa Ha BajauH (V726A),
y eBpeeB — ramiaoTun A C¢ 3aMEHOM Ba/JIMHA HA METUOHUH
(M694V), usBectHb! Takske ramaorunsl B, F, G, J, K. I'en
MEFYV skcupeccupoBaH TOJIBKO B rpaHyJionuTax. IIpogykTom
reHa ABJsAeTcA 0eJOK NUPUH (MapeHOCTPUH) — 0as30BbI pe-
T'yJATOP BOCIAJIUTEJILHOTO OTBeTa HeNTpo(dmios. Ero gedexT
MPUBOAUT K MJe(PUIIUTY UHTUOUTOPA XEMOTaKCUUEeCKOro (hak-
Topa Cha. [ToMmumo TOro, B HOpMe IIUPUH PETyJIUPYeT SKC-
npeccuio (PaKTOPOB aAre3uy HAa MOBEPXHOCTH HEUTPODPUIIOB,
a ero CTPyKTypHbIe M3MEHEHUS HAPYIIAKT (DYHKIUIO KOH-
TpoJs. BO3MOIKHO, Yy reTepo3uroT AaHHOE CBONCTBO IIUPUHA
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