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Beenenne. MesoMenudeckye AVCIVIASUM MPEACTAB/AIOT COOOI eTepOreHHYI0 IPYNIy 3ab0/IeBaHMII C YKOPOUeHUeM
KOHEYHOCTel! IIPeNMYIIeCTBEHHO B CpeflHeM CerMeHTe (IIpefiIUiedbe, TOeHb). MesoMenudeckas AMUCIUIasus Tuma Bep-
Hepa XapaKTepUsyeTcsl OTCYTCTBMEM MU TUIIONasuell 60/mbiue6eplioBoil KOCTH, IpeaKCUaabHO CHHIIOMMAAKTIINEN
Ha KUCTAX M CTOIAX, a TaKxkKe Tpex(daJaHTrM3MOM IIEpPBOTO Majblia KUCTY, OTCYTCTBMEM HAJKOJEHHVKA VI BBIBUXOM
Mas106epLioBOl KOCTU. MOJeKyIApHO-TeHeTUYeCKO IPUYMHOI 3a00/IeBaHNs ABJIAIOTCA MyTalMM B IOJOXeHuu 404
perymsaroproro aneMenra (ZRS) rena SHH, Haxopsmerocsa B MHTpoHe 5 rena LMBRI1 (OMIM 188740).

Omnncanne KIMHUYecKoro cayvas. [Tox HammM HabmMoOZeHMEeM HaXORUTCS [eBOYKA C Tpex(aTaHTU3MOM U IONMAAK-
TU/IMel! TIepBBIX IajblieB 00eMX KMUCTell, BBIBUXOM IIPaBOro Oefpa, TMIIOIIasuell 6oyblie6epIioBbIX KOCTell ¢ ABYX
CTOPOH, BBIBMXOM Mano6epIOBbIX KOCTeN, IpeaKCUaabHON MONMMAAKTUINell u nomvdananrueil Ha cromax. C ydeTom
KIMHYKO-PEHTTeHOMOTNYeCKO) KapTUHBI MOCTaB/IeH AMAarHO3: «Me3oMenndecKas AycInasus Beprepa». [Insa Bepudm-
Kanyu 3a60/1eBaHNA BBITIOTHEHO MOJIEKYIAPHO-TeHeTHIeCcKoe o6cmeoBaHme pebeHKa, Ipy 5TOM OOHApY>KeH HeOomm-
CaHHBI B nuTeparype BapuaHT 3ameHsl 230 T > C B perynsatopHoM aneMenTe ZRS rena SHH.

O6cyxpaenne. JuddepeHnanbHbIll [UATHO3 BOSMOXXHO MPOBeCTH ¢ cMHApPoMoM Laurin-Sandrow, KOTopblit BK/IOYa-
eT B cebs yIBOEHME JIOKTEBOI KOCTH M ManoOepIioBOIl KOCTY C OTCYTCTBUEM JIy4eBOil U OOMblIe6epIioBOil KOCTelt,
IpeaKCHaIbHYIO0 TOV/CUHAAKTANNIO KICTelt 1 cron. Hamidme HasanbHBIX leeKTOB OTIMYAeT JaHHOE COCTOSHME OT
IPYTUX CHH[IPOMOB, YTO He OBIZIO BLIABIEHO B HaHHOM KIMHMYECKOM HaOTIONEHMN.

3akmioyenne. Omnycanne NPUBEEHHOTO KIMHIYECKOTO CTydas ayTOCOMHO-TOMUHAHTHOTO 3a60/ieBaHMA Me30MeNN-
4ecKoil aucrtasuy BepHepa chemaHo ¢ Ienblo IEMOHCTPALMM PENKON IIATONOTUM C XapPaKTEPHOM KIMHUYECKON Kap-
THHOII, COYeTalollelicsi C BpOKAEHHBIM BBIBUXOM Oefipa, YTO paHee He ObIIO ommcaHo. MoeKyIspHO-TeHeTHIecKoe
obcrenoBaHye IMOATBEPXK/AaeT HaaM4Me ITATOTeHHOro BapuaHTa sneMeHTa ZRS rena SHH, koropoe 06ycmoBIuBaeT
pasBMUTHE Me30MeNIM4ecKoil NUCIUIasuy BepHepa, OfHAKO BapMaHT MYTAl[MM He 3aperuCTPMPOBAH paHee U Tpebyer
IpOBefeHNA JJOTIOTHUTETbHOTO 00C/IeOBaHNA POJICTBEHHIKOB pebeHKa.

KiroueBble coBa: MesoMenudeckas AucCIiasus BepHepa; rumonmasust 60/blie6epLioBoil KOCTY; [IpeaKcUanbHas CUH-
HONMUAAKTUINA; TpexdanaHTusM HepBOro Manlblia KUCTH; OTCYTCTBYE HAaJKOIEHHNUKA; BBIBUX ManobeploBoOil KOCTIL.
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© E.A. Kochenova, O.E. Agranovich, S.I. Trofimova

The Turner Scientic Research Institute for Childrens Orthopedics, Saint Petersburg, Russia

For citation: Pediatric Traumatology, Orthopaedics and Reconstructive Surgery. 2018;6(4):92-97
Received: 30.03.2018 Revised: 09.08.2018 Accepted: 10.12.2018

Introduction. The term “mesomelic dysplasia” refers to a group of disorders wherein limb shortening is most pro-
nounced in the middle segment (forearm and leg) of the extremities. Werner mesomelic dysplasia is characterized by
absence or hypoplasia of the tibia, preaxial polysyndactyly on the hands and feet, as well as by triphalangeal thumbs,
absence of a patella, and fibular bone dislocation. Molecular genetic causes of the disease are mutations at position 404
of the regulatory element (ZRS) of the SHH gene in the LMBRI1 gene (OMIM 188740).

Clinical case. A girl with triphalangeal thumbs and polydactyly of the hands, right hip dislocation, tibia hypoplasia,
fibular dislocation on both sides, and preaxial polydactyly of the feet was examined and treated at the age of 1 year.
Considering the clinical and radiological picture, the girl was diagnosed with Werner mesomelic dysplasia. To verify
the disease, a molecular genetic examination of the child was performed. A variant of replacement of 230 T>C in the
regulatory element of the ZRS of the SHH gene was discovered in the literature.

B AN umtmpoBanmg: Kosenosa E.A., Arpanosiy O.E., Toodoumosa C.M., n Ap. Mesomeandeckas aMcnaasmns Beprepa // Oproneamnsd, TPOBMATOAOTMA U BOCCTAOHOBMTEABHOSR
XMPYpPrUs AETCKOro Bo3pacta. — 2018, - T. 6. - Buin. 4. - C. 92-97. doi: 10.17816/PTORS6492-97
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Discussion. Differential diagnosis can be made with Laurin-Sandrow syndrome, which is characterized by doubling of
the ulna and fibula with the absence of the radius and tibia and preaxial polydactyly/syndactyly of the hands and feet.
The presence of nasal defects (particularly involving the columella) distinguishes this condition from other syndromes,

which was not shown in this clinical observation.

Conclusion. We report the clinical case of an autosomal-dominant disease, Werner mesomelic dysplasia, which is
a rare pathology with a typical clinical picture combined with congenital hip dislocation, which was not previously
described. The molecular genetic examination confirms the presence of a pathogenic variant of the ZRS element of the
SHH gene, which causes the development of Werner’s mesomelic dysplasia, but the mutation variant was not registered
before, which requires an additional examination of the child’s relatives.

Keywords: Werner mesomelic dysplasia; hypoplasia of the tibia; preaxial polysyndactyly; triphalangeal thumbs; absence

of a patella; dislocation of the fibula bones.

Me3somennueckne AVUCIUIA3UM IPEACTABISIOT CO-
0011 TeTepOTeHHYI0 TpyNIly 3a00/leBaHmii C YKOpoue-
HJIeM KOHEYHOCTeI IPEMMYIIeCTBEHHO B CPefIHEM Cer-
MeHTe (Ipeniieube, rojaeHb) [1-3]. XapakTepHbIMU
IpU3HAKaMM JUCIUTA3MNM TUIa BepHepa sIBIAIOTCA OT-
CYTCTBYE JWIN I'MIOIUIA3usA 60ble6epIioBoil KOCTH,
IpeakCcHUanbHasi CUHIOMUAAKTIINS Ha KUCTAX U CTO-
nax, Tpex¢asaHru3M NepBOro Hajblia KUCTH, OTCYT-
CTBME HAJIKOJIEHHMKA ¥ BBIBUX Mal00EpI[OBOI KOCTH
[4, 5]. Kak mpaBmio, mopakeHne HOCUT JABYCTOPOH-
HUIL I aCUMMETPUYHBIT Xapakrtep. [lepBoe KinHMYe-
CKOe HaOIofieHNe JAaHHOTO 3a00/IeBaHMsI MPeCTaB-
neHo B 1915 r. HeMeUKuM aKyLIepOM-TUMHEKOIOTOM
P. Werner, xotopsiit onucan 20-71eTHIOI0 6epeMeHHYIo
JKEHIVIHY C Pe3KUM YKOPOY€EHMEM T'OJIeHel, arlasuenn
00/b1IeOePIIOBBIX KOCTEN, C LIIeCTUNANTBIMUA KUCTAMMA
Y YABOEHHBIMM TpeXdamaHrOBBIMYU OONMBIIVMI Ta/b-
1[aMI, C CEMBIO ¥ BOCEMbIO TMa/bIlaMy Ha CTOmax [4].

HeckonbKko ceMeiHBIX C/1y4YaeB, ONMCAHHBIX
B JINTEpaType, CBUAETENbCTBYIOT 00 ayTOCOMHO-/[0-
MUHAHTHOM THUIIe HAacCle[JoBaHUs C BapuabeabHO-
CTBIO NPU3HAKOB 3aboneBanus [3, 5-12]. D.W. Lamb,
R. Wyenn-Davies u J.M. Whtimore (1983) onmncann
15 cny4yaeB B NATU IOKOJIEHUAX NPEAKCUAIbHON I10-
MUAAKTUINY KUCTE U CTOIM, aCCOLMMPOBAHHOMN C Ya-
CTUYHBIM WIN HOJMHBIM OTCYTCTBMEM 6orbliebeprio-
BoIl KocTu. ITo maHHBIM aBTOPOB, MATHUIIANAS KUCTb
¢ Tpex(danaHrOBBIM ManblieM U CUHIIONUJAKTUINS
IIepBOro Iajblia Ha CTOINAX C IBYX CTOPOH Habmona-
JIACh y BCeX 4ieHOB cembu. [TomHoe oTcyTcTBUE 60/B-
me6epIioBOIl KOCTY OBUIO BBIABIEHO y 4 INAIVIeHTOB,
IIpY 9TOM y 3 13 HUX OBUIO ABYCTOPOHHEE IOpPaKeHMe.
[TpoxcumasbHasi MUTPALUsA TOJIOBKU ManobepIioBoit
KOCTH, ee TUNepTpodust U TUIOIUIA3USA AUCTAIBHOTO
orjena GepeHHON KOCTU BCTPeYaauch y BCeX Maliu-
€HTOB. Y TPOMX HaOJII0fla/Iach areHe3Nst HVDKHE TpeTu
JIy4eBOJ KOCTU: B OJHOM CjIydae — OJJHOCTOPOHHSIA,
B [IBYyX — ABYCTOPOHHAS ¢ rumeprpodueit, Mmurpa-
Vel ¥ BaJbIyCHOM flepopManyell TOKTeBO KOCTH.

AHanM3 nMUTepaTyphl MOKa3asl, YTO B IIOC/IETHIE
TOAbI TOSIBJISIETCA BCe Oosblie MyOnMMKaumii, JoKa-
3BIBAIOIMX TeHETUYECKYI0 IpUpoAy 3aboneBaHuUsA
[3, 13-15]. MoneKyIsApHO-TeHeTUYeCKOl IIPUINHOI,

IO JIAHHBIM JINTEPATYPBbI, ABIATCA MyTallUMK B IIO-
noxenun 404-ro perynaroproro snementa (ZRS)
reda SHH, Haxopsamjerocs B reie LMBRI. ZRS —
PEryIATOPHBIN 3/IEMEHT, OTBEYAMOIIMII 33 MHMUIMA-
LVIO M IPOCTPAHCTBEHHYIO OPMEHTAINIO SKCIIPeCCUN
reHa SHH B 30He NONAPU3ALNMOHHON AaKTUBHOCTU
ZPA pa3Butus KoHe4HOCTeil. MyTauum B peryns-
TOPHOM 37IeMeHTe TreHa SHH ommcaHbl Ipy Ipeax-
CUANbHON MOMUOAKTUAUU 2-TO TUIMA, CUHIAKTUIUN
4-ro Tnmna, Tpex¢araHru3Me IIepBOro Majablia B COYe-
TaHUM ¢ cuHpakTimeit. B 2010 r. 6pu1a omy6/mKoBaHa
paboTa, B KOTOPOJ COOOIIANOCh, YTO y ABYX HEPOJ-
CTBEHHBIX IAIIVIEHTOB C AMAarHO30M «Me30MeydecKas
muciasua BepHepa» OblM 0OHAapy»XeHBI [jBe MyTa-
oy, ToukoBble 3aMeHbl G > A, G > C B mosunum
404 perynaropHoro snemenTa ZRS rena SHH [16].
B.IL. ®eporoB u ap. (2013) B cBoelt paboTe mpoaHa-
NM3UPOBAJIN CeMeJiHOe HabMofieHne Me30MeINYecKoil
pucnnasuu BepHepa ¢ MOJIeKy/IApHO-T€HETUYECKON
Bepuduxanmeii. Ilpu stom BbiaBieHa 3amena T > G
B KOHCepBaTUBHOI no3unumn 403 peryiaTopHOro sje-
menTa ZRS rena SHH, naxopsmerocs B reie LMBRI.
Y maumeHTOB C OOVHAKOBOM MyTalMeN U JaXke y ma-
IIVIEHTOB 13 OJTHOVI CEMbM MOXKET HAOJIIOaTbCs pa3Has
CTeIleHb [TOPaXKeHMsI KOCTel To/IeH!. 3aMeHbl He TOJIb-
Ko B nonoxxeHun 404 ZRS, HO U, BO3MOXXHO, B OKPY-
)aromleil 06/1acT JJaHHOTO HYK/IEOTUHAA, ITOMMMO
IpeaKCUarbHO MOMUAAKTIINK U TpeX(daTaHTOBOTO
OOJIBIIIOrO Tanbla, MPUBOAAT K IMOPAKEHMIO KOCTEN
TOJIEHM U Me30Menn4ecKoit gucmiasum Bepuepa [17].

OnuncaHne KAMHMYECKOro CAy4as

[Tox HammM HabIOgeHNEM HaXOAUTCS HEeBOY-
Ka 5,5 rofja ¢ MHOXXECTBEHHBIMU IIOPOKaMU pasBH-
TUs BEPXHUX M HIDKHUX KOHedHOCTell. VI3 aHaMHesa
BBISABJICHO, YTO PeOEHOK OT TpeTbell GepeMeHHOCTH,
TpeTbux ponos. CeMeliHbINI aHaMHe3 IIO Hacyef-
CTBEHHO}I OPTONEJUYECKON MATOJIOTUM He OTATOLIEH.
Poputenu pebenka 3mopoBsl, Opak He OIM3KOPOX-
cTBeHHbII. Ha paHHMX cpokax 6epeMeHHOCTM Mare-
Py NpOBOAMIOCH ¢riooporpadudeckoe MUCCIefoBa-
Hue u BakuuHaius (AKJC). Pabota marepn cBsizaHa

B OpTOoneAms, TPABMATOAOTMS M BOCCTAHOBUTEABHAS XMPYPIMI AETCKOrO BO3PACTA.
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C BpeHBIM IpPOM3BOACTBOM (mapbl cBmHIA). bepe-
MEHHOCTh IpOTeKata 6e3 Tokcuko3a. Ha 24-i1 Henerne
6epemenHocTr 110 Y3V oTMevanu ykopodeHme roe-
Heil pebenka. Poxsl Ha 38-11 Hefene myTeM KecapeBa
cedeHNsA, peOEHOK HAXOAW/ICA B Ta30BOM IIpefIexa-
Hun. Bec npu poxgennn 3550 . ITpy nepsoM K1nHK-
4ecKOM OCMOTpe B Bo3pacTe 1 roja 1 MecAla oTMede-
HO, YTO pe6eHOK HOPMOCTEHIYECKOTO TeI0C/IOKEHI,
yLOBIeTBOPUTENbHOTO NUTaHKA. CaMOCTOSITENIbHO
CUANT, He XoxuT. fonoBa mpaBwIbHONM (OPMBI, pac-
HOJIOKeHa 1o cpefHeit muHuM. OCbh NO3BOHOYHMKA
poBHas. [IBM>KeHUA B IJI€YEBBIX, IOKTEBBIX U JTyde-
3aIISICTHBIX CyCTaBaxX He OrpaHMYeHbl, 6e3060/1e3HeH-
Hbl. [IpaBas u neBasd KMCTM IpeACTaBIE€HbI LIECTHIO
ay4aMy, 2-5-11 Ty4M pasBUTHI HOpManbHO. IlepBbIi
Jy4 NPaBOM KUCTU YABOEH, KaXXIbIM U3 KOTOPBIX
IpefiCTaB/IeH MACTHBIMU KOCTAMU M TpexdaaaHro-
BbIMU IaJIbLIaMM, HAXONALIMMUCA B CUHEAKTUINML.
Ha neBoit KucTH NepBBIN 1yd YABOEH, IIPECTABIEH
ABYMsA Tpex(araHrOBBIMM ITaJbL[AMU U IACTHBIMU
KOCTAMMA. Y pafiajbHOTO J0OABOYHOTO JIyda OTMe-
4aloTcA TUIOIUIa3sMpOBaHHAasA MACTHasA KOCTb, OCHOB-
HadA, cpegHAA M HorreBass ¢ananru. Ommosnunus
HepBBIX Jydeil KUCTU OTCYTCTBYyeT. CO CTOpPOHBI
HIDKHIX KOHEYHOCTell obpaijaer Ha cebs BHUMaHue
YKOpOY€HMe IPaBOJ HIDKHEN KOHEYHOCTM Ha 1 cM.
OtBenenre u crubaHme B Ta3o0e[PEHHBIX CyCTaBax
He OIpaHUYeHbl. BplsgBIeHa M30bITOUHAsA Hapy>KHas
poranus B Ta300eIpeHHBbIX CycTaBaxX, Oo/blIe CIpa-
Ba. OTMevaeTcsa BajbrycHas gedopManiys Ha YpOBHe
IPaBOTO KOJIEHHOro cycraBa. CrubaHue B KOJNEHHBIX
CycTaBax IIOJIHOE C JIBYX CTOPOH, pasrubaHue crpa-
Ba — jgo 160° cneBa — monHoe. Bo3MokHa maTo-
7oru4ecKas IMOMABVXHOCTb KOJIEHHBIX CYCTaBOB BO
¢poHTanbHONM MI0CKOCTH. CTONBI HAXOAWINCH B CY-
NMHAaIlMOHHO-BapycHOM monoxeHunu. Ha mpasoii
cTome — 7 mydelt (IpeakcuasnbHas MOMUAAKTUINA).
JIBa 100AaBOYHBIX /Iyya NpefCTaB/IeHBI IIIIOCHEBBI-
MU KOCTAMU ¥ Tpex(anaHrospiMu nanbiiamu. JleBas
CTOIla IIpefiCTaB/IeHa BOCEMbIO Tydamy (IIpeaKcyaib-
HasAg TOMUAAKTWIMA U nonudananrys). IlepBoiit myy
IIpefICTaBJIeH IUIIOCHEBOI KOCTbIO, OCHOBHOM (ajaH-
TOM M YABOEHHON HOITEBOII damaHroi, HaXofsIeics
B CMHAAQKTWINK. Y IIepBOTrO ZOOABOYHOTO JIy4Ya IJIIOC-
HeBasg KOCTb aIlUIa3VpOBHA, OTMEYAETCSA TUIIOIIA3NA
ocHOBHOII ¢ananru. CpegHsasa 1 HOrreBas (ajaHru
PasBUTBHI HOPMaNbHO. [IBa OCTaIbHBIX HOOABOYHBIX
ay4a IIpeJCTaB/lIeHbl HOPMa/lbHBIMU IIIIOCHEBBIMU
KOCTSIMY ¥ HOPMaJIbHO Pa3BUTBIMU TpeX¢alTaHTOBbI-
Mu manpiamu (puc. 1, a—s).

[Ipu peHTreHOMOrNYecKoM 00CIeOBaHNN KICTEN
HaOmogaeTcs: TpexdanaHrnaM ¢ monuaaKkTen (fo-
nuxodananreanpHas ¢popma Tpexdananrusma). Ha
peHTreHorpaMMe IO3BOHOYHMKA I1aTONOTUM OTMe-
4yeHO He Ob10. Takke y peOeHKa BbBIABIEHBI BBIBUX

mpaBoro Oefpa, Tumomnnasus 60bliebepIioBBIX KO-
CTell C JIBYX CTOPOH, BBIBUX MajI00epIIOBBIX KOCTEI,
IpeakCraabHass NONMMAAKTWINA U TonudanaHrug Ha
cromax (puc. 1, 6, 2—e). C y4eTOM K/IMHUKO-PEHTTEHO-
JIOTMYECKOl KapTUHBI MIOCTABJIeH AMarHo3: «Mesome-
nmdecKas guciasus BepHepar.

IIpoBogunnu KOHCepBaTMBHOE JIeYeHMe BbIBUXa
Oempa ¢ ucrnonb3oBaHyueM MMHBI Kolwia B TedeHue
3 MecsleB, a 3aTeM MNMHB Mupsoesoit. JJocTUTHY-
TO KOHLIEHTPMYECKOE BIIPaB/I€HME T'OJIOBKM IPaBOTO
6empa Bo BmasuHy. Yepes 4 ropa mocie KoHcCepBa-
TUBHOTO JIeYeHNUA KJIMHNYECKU M PEeHTTeHONOTMYeCKN
cycraB crabunen (puc. 2, 0).

B 2013 . B Bospacre 1 roga u 1,5 ropia BbIIIOTHEHDI
olepanuy MOUIMLIM3aLNUY IepBOTo Iy4a M yAaAeHUs
H00aBOYHOrO jTy4ya MO3TAIIHO HA IIPABOIl U JIEBOII KU-
cTsx, 3areM B 2014 1. B 1 rog 10 mecsaneB u B 1 rop
u 11 MecsneB ycTpaHeHa MONMUAAKTUINA Ha IIPaBON
U JIeBoli cromax. B 2017 r. mpu ocMoTpe y pebeHKa OT-
MeYayiCh YKOpOUYeHIe JIeBOJ HIDKHell KOHeYHOCTM Ha
5 cM, BanbprycHas jgedopmaliys MpaBoil HIDKHE! KO-
HEYHOCTY U HapylleHre noxonku (puc. 2, 4, 6, ¢, e). Ha
TAHHBINI MOMEHT KVICTY ¥ CTOIIBI IIPefiCTAB/IEHbI IISThIO
naydamy. OyHKIUA JBYCTOPOHHETO CXBaTa KUCTU YHOB-
NeTBOpUTeNbHas (puc. 2, 6). 3alTaHMPOBAHO MHOTO-
3TallHOE XMPYPIUuecKoe jedeHye C Le/Ibl0 KOppeKLnn
medopMarnit ¥ pasHON JIMHBI HIDKHUX KOHEYHOCTEIA.

Ons Bepudukanum 3ab6oreBaHUs BBIIIOTHEHO
MOJIEKY/IIpHO-TeHeTn4ecKoe obcnenoBannme. IIpose-
leH TIOMCK MyTaluil B peryaATOpHOM 3neMeHTe ZRS
reHa SHH MeTofoM cekBeHMpoBaHMA 1o CeHrepy.
[TaToreHHBIe BapMaHThl JAHHOTO 9/7eMeHTa 00YC/IOB-
nMBaloT (GOpMUPOBaHNUe IMIOIIA3Ny GomblIeOepIo-
Bol1 koctu ¢ momumaktuamert (OMIM 188740). Opna-
KO B pe3y/bTaTe aHanu3a OOHApY>KeH He ONVCAHHBII
B INTepaType BapMaHT HeOIpefe/leHHOTO KIMHUYe-
ckoro 3HayeHus 3ameHbI 230 T > C. C yenblo ornpeperne-
HJIS1 BO3MOXKHOTO IIPOMCXOXKICHNSI MyTauuu de novo
U cerperauyy ¢ 3a60neBaHNeM IUIAHUPYETCS JIOIONI-
HUTENIbHOE 00C/IeOBaHNsA KPOBHBIX POACTBEHHMKOB.

O0cyxaenune

K rpynme «Mesomennueckux AMUCIIIasuil» OTHO-
cATCA Takue 3abo/meBaHMs, KaK AUCXOH/IPOCTE03, Me-
3omenuyeckas gucmasus Huseprenpra (Nivergelt),
MesoMmennyeckas auciiasus Jlanrepa (Langer), Po-
6nnoBa (Robinow) (dbeTanpHbIil MNIEBOI CUHIPOM),
nucrasust Peitaxapara (Reinhardt) n Bepuepa (Wer-
ner) [18]. Iucnnasusa BepHepa oTnmdaeTca oT Apy-
TUX Me30MeINYeCKUX AVUCIUIA3UI MU CUHAPOMOB
C NMONUCUHAAKTUIMEl HaaudMeM HpeaKcUanbHO
HOMUAAKTIUINU C Tpex(damaHTU3MOM IePBOTO Iaflb-
1a 1 areHesueit 60/MbIIEOEPI[OBOI KOCTH. XapaKTep-
Ha IIMPOKasi ceMeliHasi BapuaberbHOCTb, B HEKOTO-
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2 0 e
Puc. 1. ITannentka JK., 1o onepanuu: a — BHEIIHWIT BUJ HALMEHTKY; 6 — BHEUIHMIT BUJ Y PEeHTTeHOTPAaMMBI KIUCTelT;
6 — BHELIHMII BUJ HVDKHUX KOHEYHOCTET; 2 — PEHTIeHOTPaMMbl TIO3BOHOYHNKA; 0 — PEHTIeHOIPaMMBI CTOIl; € — PeHT-
T€HOTPAaMMbl HVDKHUX KOHEYHOCTEN

Puc. 2. [Tanmentka JK., 5,5 roja (depe3 3 ropa mocnie omepaiuy): @ — BHELIHMII BUJ MALMEHTKY; 6 — BHELIHUI BUJ

U PEHTTEHOTPAaMMBI KICTell; 8 — BHEIIHMII BUJ HIDKHMX KOHEYHOCTENl; ¢ — PeHTTeHOTPaMMbI CTOII B GOKOBOII IIpOeK-

1UM; 0 — PEHTTeHOTrPaMMbl Ta300e[PeHHBIX CYCTaBOB; ¢ — MAHOpPAMHAs PEHTTEHOTPaMMa HIDKHUX KOHEYHOCTEH CTOs
C KOMIIeHcaluell yKopodeHus

B OpToneams, TPABMATOAOTMS M BOCCTAHOBMUTEABHAS XMPYPIMg AETCKOro Bo3pacta. Tom 6. Beinyck 4. 2018
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PBIX CIy4asX BBIABIAETCS TONBKO TpexdanaHruam
nepBoro manbua [3,5]. MHOrue aBTOPBI YKa3bIBAIOT
Ha ayTOCOMHO-JZOMUHAHTHBIN TUIl HaC/leOBaHUA,
ogaako S. Temtamy u V.A. McKusik (1978) omuca-
NV TMOVYHBIE KIVHUYECKVe MPOsBIeHNs Y peOeHKa,
POANTENM KOTOPOTO 3[OPOBBI, IIPM ITOM HEKOTOPHIE
YIEHBI CEMbU CO CTOPOHBI OTI[a MMEIU CXOXUe Jie-
¢dopmanym [19]. B murepaType ommcaHbl U CIOpanm-
Jeckye ciaydan 3aboneBaHus [9].

Taxke ONyO/NIMKOBaHbBI CTaThM C ONNCAHMEM KIM-
HIYECKMX CeMeIHBbIX CTy4aeB C TUIMYHBIM HabopoM
IPM3HAKOB, XapaKTePHbIX A/ AuCIUIasuu Bephepa,
OJIHAKO MarHO3 He ynomuHaetcs [20].

Iuddepenmanpublil AMarHo3 BO3MOXXHO MPO-
BECTI C CHHJIPOMOM «3€pKajbHOI KUCTW». CUHIPOM
Laurin-Sandrow (cMHApPOM «3€pKaabHOM KMUCTW»)
BKJ/IIOYAeT B ce0s yABOEHMe JIOKTeBOJ KOCTU U MaJlo-
0ep1oBOII KOCTM C OTCYTCTBUEM JIy4eBON U OONb-
me6epIioBOIl KOCTell, MpeaKkCHaabHYI0 IOJN/CUHAAK-
TUINIO KUCTEHl M CTOI, 3a4acTyi0 3epKa/bHOTO THUIIA
[21-27]. Onsa cunppoma Laurin-Sandrow tummyHa
HOMUAKTWINS KaK B M30/IMPOBAHHOM BapUaHTe, TaK
U KaK 9aCTh CUHJPOMA, HO «3€pKajbHas» MOMMIAK-
TN Ha CTONAX BCTPEYAeTCs JOCTATOYHO PEHKO.
C.A. Laurin et al. u R.E. Sandow onmcann nonupak-
TWINIO Ha KUCTAX, «3€pKa/JbHYIO» MOJMAAKTUINIO Ha
CTOIIaX B COYETaHMM C JedeKToM HOoca, B 0COOEHHO-
ctu B obmacty komymeribl [28]. JlaHHOe 3aboneBaHue
MIMeeT ayTOCOMHO-/JOMVHAHTHBII TUII HaC/IeTOBaHUs,
HO CIIOpafidecKiie Cydan, BO3MOXKHO, OTPKAIT My-
taumio de novo. Hanmnune HazanbHBIX JeeKTOB OTINU-
YaeT JJAHHOE COCTOSTHME OT JIPYTUX CHHIPOMOB, YTO He
OBI/IO BBIABJIEHO B JAHHOM K/IMHMYECKOM HAO/IIOIEHII.

3akAoueHue

Omnncanne NpUBENEHHOTO KIMHUYECKOTO Clydas
3a00/eBaHMA Me30MeIMYeckoil AucIinasuu BepHepa
Clle/laHO C LIe/IbI0 IEMOHCTPalMM PEeJKONM MaTOIOTUN
C rurnoriasueit 60/mbIIe6epIOBOl KOCTU U HOMMAAK-
TUINEN, COYETAMIINXCA C BPOXKAEHHBIM BBIBMXOM
Oenpa, 4TO paHee He ObUIO OMMCAHO. MOJEKYIAPHO-
reHeTH4YecKoe oOcCIefoBaHNe MOATBEP)KJAeT Ha/M-
4Jie TIATOTEHHOTO BapMaHTa PETyIATOPHOrO 3JIeMEHTa
ZRS rena SHH, xotopoe 00yCIOBIMBaeT pa3BUTHE
Me30MeNTN4YecKol AMcnnasumu BepHepa, ogHaKo Bapu-
aHT MYTalluM He 3aperucTpUpOBaH paHee, YTO Tpe-
OyeT HmpOBefeHUs [OIOTHUTEIBHOTO 00C/IeTOBaHN
KPOBHBIX POJICTBEHHUKOB pefOeHKa.

AonoAHuTeAbHasi MH(popmaums

Uctouynnk ¢uHaHcmpoBaHma. Pabora Oblna
nposefieHa npu noppepxke POIbBY «HUIOU
um. ['V1. Typuepa» Munsppasa Poccun.

Kondnukr mHTEpecoB. ABTOpBI JeKIapuUpYOT
OTCYTCTBME ABHBIX U INOTEHIMATbHBIX KOH(I)HI/IKTOB
MHTEPECOoB.

dTuvyecKkasa sKkcneprusa. Popurenn manyeHTKH
[anu cormacue Ha 06pabOTKy IepCOHANTbHBIX JAaHHBIX
Y UX IyOIMKAINIO.

Bxkmap aBTopos

E.A. Kouenosa — Kypauus, XUpyprudeckoe uede-
HI€ TMalJI€HTAa, aHa/IN3 AUTEPAaTypHbIX UCTOYHUKOB,
cbop Marepuasa, MOATOTOBKA TEKCTa CTATbM.

O.E. Aepanosuy — pefakTUpPOBaHME CTAaTbH, XU-
pyprudeckoe jiedeHye IaLMeHTa.

C.H. Tpopumosa — aHAIU3 TUTEPATYPHBIX MC-
TOYHMKOB, IOATOTOBKA TEKCTa M pefaKTUpPOBaHUeE
CTAaTbU.

A.Il. Huxumuxa — TIOMOIIb B OpPraHU3allUU Te-
HeTNYeCKOro 00CIejoBaHMsA, aHA/IM3e Y MHTepIpeTa-
L[VII €T0 Pe3y/IbTaTOB.
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