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Pesiome

B crarbe npeacTaBieHO KIMHUYECKOE HAOI0IeHUE MallueHTa
C BPOXIEHHBIMU KOHTPAKTYpaMU MBIIIIL] HIDKHUX ¥ BEPXHUX
KOHEYHOCTEM U JIMIIa, CHHIPOMOM JIBUTATEJIbHBIX HAPYILIEHU I
U 33[IEPKKOI ICUXOMOTOPHOIO pa3BUTHUS. Y TpoOaHIa C CUH-
npomoM Ppumena — [lenmoHa OTCYTCTBOBAIM MyTallMK B TeHaXx,
aCCOLIMMPOBAHHBIX C IUCTATBHBIM apTporpuIio3omM. Ipu rpose-
JNEHUU XPOMOCOMHOI'O MUKPOMATPUYHOTO aHaI13a BhISIBIEHA
TepMMHAJIbHASK TyTUTMKALIMS y9acTKa JUIMHHOTO T1Ie4a XpOMOCOMBI
9 ¥ TepMMHAIbHAs MUKPOJIE/ICIIUS yIacTKa KOPOTKOTO TjIeda Xpo-
mocoMmbl 20 — 46,XX.arr[hg38]9q33.3q34.3(127016168 _138124666)
x3,20p13(259113_1003183)x1. PomuTenu He SBISIOTCS HOCUTEISIMA
BBISIBJIEHHBIX MUKPOIIEPECTPOEK B XpoMocoMax. JITaHHOe KIMHUYe-
CKOE HaOJI0ICHIE TEMOHCTPUPYET BO3MOXKXHOCTh UCTTOJIb30BAHUS
MHHOBAIIMOHHBIX MOJIEKYJISIPHO-IUTOTEHETUYECKHUX TEXHOTOTU I
B IMOMCKE TEHETUUECKUX TIPUUKMH 3a00JIeBaHKsI B CJTydae OTCYTCTBUS
BBISIBJICHUSI MyTallUi PU ITOJIHO9K30MHOM CEKBEHUPOBAHUHU.

Abstract

The clinical case is presented in patient with congenital
contractures of the lower and upper limb, face, motor disorders and
psychomotor development delay. The proband with Freeman —
Sheldon syndrome has no mutations in genes associated
with distal arthrogryposis. Chromosomal microarray analysis
revealed terminal duplication of the long arm of chromosome
9 and terminal microdeletions of the short arm of chromosome
20 — 46,XX.arr[hg38]9933.3q34.3(127016168_138124666)
x3,20p13 (259113_1003183)x1. Parents are not carriers of the
detected chromosomal rearrangements. This clinical observation
demonstrates the possibility of using innovative molecular
cytogenetic technologies in the search for genetic causes of the
disease in the absence of mutations detected by whole exome
sequencing.
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ApTpOrpuIIo3 — 3TO TXKeI0e BPOXKIEHHOE 3a00jieBaHUE
OITOPHO-IBUTATEJILHOTO allliaparta, xapakTepu3ymolieecs
BPOXICHHBIMU KOHTPAKTYpaMM IBYX U 00Jiee CyCTaBOB He-
CMEXHBIX 00J1acTeli B COUETAHUU C MBILIEYHON TUTIOTPODU-
et unu arpodueii [1]. IuctanbHblii apTporpunos (JIA) —
rpymra 3a00JeBaHuli ¢ TOpaXXeHUEM KUCTEN 1 CTOT B cOYe-
TaHUM C aHOMaJIMSIMU JIULIEBOTO cKejleTa Miau 0e3 Hux [1].
TunuuHBIMU KITMHUYECKUMU Npru3HaKaMu JIA sBisiroTCS
BhIpaXKeHHBbIE Ae(opMallui BEPXHUX U HUKHUX KOHEYHO-
cTeil, a TakkKe aHOMaJIUuu JIMIIEBOTO CKeJleTa.

Boinensitor Tpu Hanbosiee paciipocTpaHeHHbBIX (POPMBbI
HA:

o JIA1 (MIM #108120);

e JIA2A — cunapom ®pumena — lllengona (MIM
#193700);

e JIA2B — cunapowm Illenxmona — Xomna (MIM # 601680).

K pazsutuio JJA1 u JA2B nipuBoasit BaApMaHThI HYKJIe-
OTUIHOM TocJiefoBaTebHOCTU B TeHax TPM2, TNNT3,
TNNI2w MYH3, Torna kak npuunHoit JJA2A sgBisitoTcs
myTtaluu B reHe M YH3, KoTopble K TOMY XK€ OOHapyXu-
BatoTcs 6osiee yeM y 90% maureHTOB, COOTBETCTBYIOIINX
NMArHOCTUYeCKUM Kputepusm JIA2A [2].

Cunapom ®pumena — [llengoHa (IucTaNbHBINA apTPOTPU-
no3, Tun 2A, KpaHuOoKapIiotap3ajibHas nucruiazus; MIM
# 193700) BriepBbIe ObLT ONMMCAaH OPUTAHCKMMU BpadyaMu
E. A. Freeman (1900—1975) u J. H. Sheldon (1920—1964)
B 1938 1. [3]. Ang cunapoma @pumena — [llenmona xa-
pakTepHa yJlbHapHas [eBualus KUcTei, KaMITOTaAKTH -
JIVSI 1 MacKooOpa3Hoe JIMIO C TUTIOMUMUEN U OrpaHu-
YeHUEM MOJABUKHOCTUA HUXKHEI YeJII0CTU, MaJIblii pa3Mep
POTOBO# MOTOCTU (MUKPOCTOMMUS) U crieliuduueckast
SIMOYKa Hal nogdbopoakom B ¢popMme O0ykBel H nium Y.
DTO ¥ MOCYKMUJIO OCHOBOM IS UCTOPUYECKOTO Ha3BaHUS
CUHIPOMA — «CHHIPOM CBUCTSIIETO Julia» [4, 5].

Kpowme Toro, cumnrombl cuHapoma @pumena — [lenno-
Ha BKJIIOYAIOT MOJIYIITO3, KOCOTJIa3ue, HU3KO MOCaKeHHbIe
YIIHBIE PAKOBUHBI, CYy>)KEHUE U OTeKU HApyKHOTO CIIYyXO-
BOTO MPOXO0Jia, IMOCTEIIEHHYIO MOTeplo ciiyXa, CKOJINO03
¥ TPYIHOCTH ITpH Xonbbe. ['acTpoasodarealbHbIN pedIioKe
OTMeYaeTcsl B MJaJeHYeCcTBe, HO OOBIYHO €ro CUMITTOMBI

00J1ervaloTcst ¢ Bo3pacToM. SA3bIK yMEHBIIIEH B pa3Mepe.
OrpaHuyeHre NOIABUXKHOCTU MITKOro HEGA NPUBOIUT
K HOCOBOMY OTTE€HKY rojioca (puHoOJaIus). DIMUIEMUO-
JIOTMYECKME JaHHbIE O paCIpPOCTPAHEHHOCTU CUHIpOMA
®pumena — llennoHa orcyTcTByIOT. 10 JaHHBIM HaydHOMR
JIUTEpaATyphl K HACTOSIIEMY BpEMEHM OINUCAHO HE MEHee
100 mogoOHEBIX cirydaes [5].

INpencraBiasieM KIMHUYECKUI TIpUMEP HaOII0IeHUS
namMeHTa ¢ BPOXKIEHHBIMU KOHTPAKTypaMK HUKHUX
¥ BEPXHUX KOHEYHOCTEH U JIMLIA, CAHAPOMOM JBUTATEIb-
HBIX HApYIIEHU U 3a€PKKOM TCUXOMOTOPHOTO PAa3BUTHSI.

Kanauyeckuii ciayqai

ITpoGanm, nesouka, 2007 roga poxnenus (14 ner), Ha-
OGJ1r0aeTCsI ¢ CHHAPOMOM JIBHUTATEIbHBIX HApYIIEHU,
3aJIePKKOM TICUXOMOTOPHOTO PAa3BUTHSI, BPOXKISHHBIMU
KOHTPaKTypaMU HUKHUX Y BEPXHUX KOHEYHOCTEH U JINIIA.

AHnamnes. PeOEHOK OT TiepBOii 6epeMEHHOCTH, TIEPBBIX
cpouHbIX ponoB. Bec nipu poxaenuu — 2500 r, poct —
49 cmM, oueHKa 10 mKaue Anrap — 7/8 6amnoB. PanHee
MOTOPHOE Pa3BUTHE C 3aIe€PKKOI: CUIUT C CEMU MECSILIEB,
XOJIMT C TPeX JIET ¥ TPeX MeCsIEeB, MPOU3HOCUT eIUHUYHbBIE
cJIOBa.

IMpu poxaeHun y mpobGaHIa BhISIBIEHB MHOXECTBEHHbBIE
CTUTMBI IU33MOpHoreHe3a — IUCTUTa3Ksl YITHBIX PAKOBUH,
MMKPOTEHUSsI, HU3K0e HEOO, apaxHomaKTins. KoHCYIbTH-
poBaHa nipodeccopoMm E. JI. Jlaganu, ycTaHOBJIEH TMArHo3:
«cunapom ®pumena — IlengoHar.

Panee nposedennvie ecenemuueckue uccaedosanus: Hop-
MaJIbHBIN XeHCKUI KapuoTuil (46, XX), o pe3yjabratam
TaHJAEMHOI MacC-CIeKTPOMETPUM He BBISIBIEHO TaHHBIX
3a HACJIEJACTBEHHbIE aMUHOAIIUIOTIATUN, OpTaHUYECKHE
alUaypUN U Ie(eKTbl MUTOXOHAPUATBLHOTO OeTa-OKHUC-
JICHUS.

B 1 rox 8 MecsneB y pebeHka HabJomaacs ogJHOKpaT-
HBII CYTOPOXKHBIN MPUCTYI. B 9 JIeT MOSIBUIUCH TPUCTYITHI
C TIoTepeil CO3HaHUS, TIPU MPOBEACHUN JIEKTPOIHIIe(Da-
sorpadun (DOI') BeIsIBIIeHA anTMJIeNITUDOPMHAST aKTUB-
HOCTb, B TepaIuio BBeIeH MPOTUBOCYIOPOXKHBIN Mpera-
pat neBetupalietaM. Ha c¢hoHe ero mpuema npousories
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reHepaau30BaHHBIN CYIOPOXKHBIN IPUCTYI, B CBSI3U C YeM
JIeBeTHpaleTaM OTMEHWIN. PeOeHOK Mmojiydast BaablIpoOeBYIO
KMCJIOTY U OKcakapOa3enuH. B HacTosiee Bpems MpuHU-
maeT okcakap6asernuH (200 mr B cyTku). [To pesynbraram
MarHUTHO-pe3oHaHcHo# Tomorpaduu (MPT) naronoruu
He BBISBJICHO.

B Bo3pacte 11 et HaxoauIach Ha JIGYEHUM B LICHTPE
nMmeHu I'. A. Mnm3apoBa ¢ 1MarHo30M «DKBUHO-BapycHas
MpuBeAeHHas neopMalns IpaBoii CTOMBI, BAPYCHO-TIPU-
BeleHHas nedopMalus JIEeBOM CTOIbI, pa3rudaTeibHast
KOHTpAaKTypa JIEBOTO TOJICHOCTOITHOTO cycTaBa». [IpoBe-
JIEHO ollepaTUBHOE JieYeHe: TIJIacTuUecKas orepaius Ha
KOCTSIX 00€UX CTOTI, allOHEBPOTOMMST UKPOHOXKHBIX MBIIIIII,
MeaualibHasl pein3-KarcyJIoTOMUS TapaHHO-JIalbeBUIHOTO
cycTaBa, IByCTOPOHHUI reMuTpaHcdep nepenHeit 60Jb-
1me6epIoBOif MBIIIIBI Ha KYOOBUIHYIO KOCTh, TUTICOBAst
MMMOOMIM3AaLKST 00X HUKHUX KOHEYHOCTEI.

HabGnronaercst kapanoiorom 1o MoBoay AvjaTaluu Kop-
HST aOpTHI.

Denomunuueckue ocobennocmu ¢ 14 nem. OcMbICTIEHHBIT
KOHTaKT 3aTpyAaHeH. Peun HeT. HaBbikKu camoo0CTyXu-
BaHUs YaCTUYHO MPUBUTHI. 3HaeT andaut. [Muier ne-
yaTHbIMU OykBamu. CuuTaeT B nmpejenax necsaTu. Y3Koe
Juio. bospiive oTTONBIpeHHbBIE TUCIUIACTUYHBIC YIITHBIC
pakoBUHBI. Beicokuii 106. ['unorenopusm. Y3kuit Hoc
C 3a0CTPEHHBIM KOHYMKOM. MUuKpocToMus. ['umoriasus
noadopoka. AHOMaJIbHBIN TMTPUKYC, KAPUO3HBIE 3yObI.
MprieyHast Macca pa3BuTa ciabo. HapyiieHue ocaHKu.
OrpaHu4eHMe MOABUKHOCTH BO BCEX KPYITHBIX U MEJIKHUX
cycTaBax. YJibHapHas AeBualus kucreii. KamnromakTu-
nust. TTaablbl TOHKUE, KOHYCOBUIHBIE. CTOIBI MaJieHbKHE.
ITocneonepaunonHbie mipamMbl. OrpaHUYEHUE TTOABUKHO-
CTHU B TOJIEHOCTOITHOM CyCTaBe. YKOpPOYEHUE U aHOMaJlb-
HBII pocT 4-10 masblia cTornbl. [Toxonka aTakKTUKO-reMura-
peTryecKasi ¢ OTCYTCTBUEM (DM3UOJIOTMUECKUX CUHKUHE3U I
(puc. 1, 2). MHOXeCTBEHHbIE SKXMMO3bl. B HacTos1ee
BpeMs IeBOYKa YUUTCS B KOPPEKIIMOHHOM IIIKOJIE.

[MpuHuMast Bo BHUMaHKUE (PEHOTUTIMYECKHME OCOOEHHOCTHU
pebGeHKa 1 3aIepKKy pa3BUTUs, TPU NHOOPMUPOBAHHOM
corJlacuMu poauTesieit ObLIO TTPOBEICHO MOJTHOIK30MHOE
cekBeHUpoBaHue. HeoOXoauMocTh B HeM 00ObsICHSIJIach
TeHETUYECKOM reTepOreHHOCThIO cHaApoMa DdprMeHa —
Hlenmona. ¥ mpobaHga IpoBeIN ITOUCK ITaTOTeHHBIX MY-
TallMil, aCCOMUPOBAHHBIX C HACJIEICTBEHHBIMU 3a00J1e-
BaHUSIMHA HEPBHOM CUCTEMBI, CUHIAPOMAaJILHBIMU (popMa-
MM MHOKECTBEHHBIX TTOPOKOB Pa3BUTHSI, apTPOTPUITIO30M,
HacJIeZICTBEHHBIMHU 3a00JIEBAHUSIMU CKEJIETHO-MBILIIEUHOM
CHCTEeMBI U COeIMHUTEIBHOM TKAHU, a TAKXKe IPYTMMU Ha-
CJIeICTBEHHBIMU 3a00JI€BAaHUSIMU CO CXOTHBIMU (DeHOTH -
MUYECKUMU TIPOSIBIIEHUSIMU. B pe3ynbTaTe MpoBeIeHHOTO
TeHEeTUYECKOIo UCCIeOBaHUSI B KOAUPYIOIIUX MOCJIEN0-
BaTEJIbHOCTSX U caiiTax crulaliCMHIa TeHoMa He BBISIBIIEHO
MyTaluii, UMEIOIINX U3BECTHYIO WJIM OXKUIaeMYIO CBSI3b
¢ KIIMHUYECKUMU TMPOSBICHUSIMU U (DEHOTUIIOM IMallMeHTa.

JlanpHeWInii TOMCK IIPUYUHBI 3a00J1eBaHUs OBUT HATTPaB-
JIEH Ha UCKJTIOYeHUEe MUKPOTIEPEeCTPOEK Ha XPOMOCOMaX.
C nH(GOPMUPOBAHHOTO COTIACUS POAUTENIECH MPOBEAECHO
MOJIEKYJISIPHOE KapUOTUITMPOBAaHUE, B Pe3yIbTaTe KOTOPOTO
YCTaHOBIIEH ClIeAyONInii KapuoTutl (B coorBeTcTBUM ¢ [SCN
2016): 46,XX.arr[hg38] 9933.3q34.3(127016168 138124666)
x3,20p13(259113_1003183)x1.

1. UMmeeTcs ayminKamus ydyacTKa JJIMHHOTO Tjieda
(q) xpomocombl 9 ¢ mosunuu 127016168 mo mo3nuuu
138124666, 3axBaThiBalowast peruoHsl 9q33.3-q34.3. Pas-
mep: 11108499 . H.

2. UmeeTrcs MUKpoaeIelns y9acTKa KOPOTKOro 1ieda (p)
xpomMocoMbl 20 ¢ mo3unumu 259113 no mosuuun 1003183,
3axBaTbiBatomias peruoH 20p13. Pazmep: 744071 . H.

YuuteiBasi coyeTaHWe TEPMUHAIBHOU OYMIUKALIUKA
yJacTKa JJTUHHOTO Ijiedya XpOMOCOMBI 9 M TepMUHATbHOM
MUKpPOAETEeIIMN Yy4acTKa KOPOTKOTO Tieda XpOMOCOMBI
20, y 1eBOYKHM C BBICOKOI BEPOSITHOCTHIO MMEETCsl Hecha-
JJaHCUpOBaHHAas TPaHCIOKAIMS MEXIY YKa3aHHBIMU XPO-
MocomaMmHu. [1pu aHanmM3e MPONCXOXIACHUS BBISIBIEHHOTO
xpoMocoMHoro aucbamanca Mmerogom FISH-uccienoBanus
¢ cyOTeJIoMepHBIMH 30HIaMU Ha 9-1i 1 20-if XxpoMocoMax
YCTaHOBJIEHO, YTO POJUTENN HE SIBJISTIOTCS HOCUTEISIMU
BBISIBJIEHHBIX TIEPECTPOEK.

Oo0cyxkaeHue

B Hacrosimieii ctatbe npeacTaBieH KIMHUYECKUI ciydai
cunapoma @pumena — lllengoHa y 1eBOYKH TIPU OTCYT-
CTBUM BBISIBJIECHHO# MyTauuu B reHe M YH3 v Halu4uu
HecOaJlaHCUPOBAHHOM TPAHCIOKALMU MEXIY XpPOMOCOMa-
mu 9 u 20 — 46,XX,t(9;20)(q33.3q34.3;p13). BeisgBnenHas
XPOMOCOMHasI aHOMaJIUsl Y TTAIIUEHTKU C apTPOTPUIIO30M,
anuierncueit, 3anepKKoit (U3MIecKoro U ICUXOMOTOPHOTO
pPa3BUTUS MPENCTABISCTCS YHUKATbHBIM CJIy4aeM ¢ y4ETOM
TOYeK pa3pbiBa, POPMUPYIOIIMX CETMEHTHI XPOMOCOM.

JInarHo3 BpOXXIEeHHOTO MHOXECTBEHHOT'O apTpOTpUIlo3a
CTaBUTCS HA OCHOBAHUM:

® KJIIMHUYECKOI KapTUHBI 3a00JieBaHUS (BPOXICHHbBIC
MHOXECTBEHHbIE KOHTPAKTypPhl CYCTaBOB);

® TaHHBIX BJIEKTPODU3NOTOTMIECKUX UCCTCTOBAHU I
(anekrpomuorpadusi, DMTI'; anekTpoHeliporpadusi,
OHMI);

® 3aKJIFOUEHHSI HEBPOJIOTA U TEHETUKA;

® VCKJIIOUCHUS IPYTUX CUCTEMHBIX 3a00yieBaHmii [1].

Pazauuarom caedyrowjue munor apmpoepunosa:

® TCHEPaJIM30BaHHBIN;

® C MopakeHHeM HUXXHUX KOHEUHOCTEH;

® C MopakeHHeM BEPXHUX KOHEUYHOCTE;

® VICTaJbHBINA.

Ilpu reHepannM30BaHHOM apTPOTPUIIO3€ B TSIXKEIBIX
cliydasix oTMe4aeTcsl ITopaxkeHUe MIeuYeBbIX, JIOKTEBBIX,
JIyue3ansiCTHBIX, Ta300epeHHbIX, KOJIEHHBIX CYCTaBOB,
nedopmaly KUCTe U cTom, JuleBoro ckeyera. [Ipu
IUCTAJILHOM TUTIE MPEMMYIIIECTBEHHO HAOII0aI0TCs J1e-
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Puc. 1. BHewHwnii Bup, neBoyku B 14 net

dopManuu KUcTe U CTOM, KOTOPhIe B HEKOTOPBIX CIyJasx
COYETaIOTCS ¢ MATOJOTHENH KPYIMHBIX CYCTABOB KOHEYHO-
CTeil, a TakKe ¢ aHOMaJIMIMU JIua v yepera [1].

Cunnpom ®pumena — Ilengona — peakuii, Mopdo-
JIOTUYECKHU YETKO BBIPAaKEHHBIN TeHETUYECKUI CUHIPOM
C ayTOCOMHO-JOMWHAHTHBIM TUITOM HacJedOoBaHMS
(MIM #193700) 1 xapaKTepHbIMU JIMLIEBBIMU aHOMaJIHSI -
MM — MUKPOCTOMHMEN, MUKPOTJIOCCUE, KOPOTKUM HOCOM,
IJIMHHBIM XejooKoM, H-o6pa3Hoit siMKoil Ha mog6opo -
K€ 1 3allaBIIMMU rja3aMu. TUTTMYHBI KOCTHBIE aHOMa-
JINU, CKOJIN03, aHOMAJIMU PYK U KOHTPAKTYPhI CYyCTaBOB
B COUYETAaHUU C XapaKTepHbIMU danusmu [6]. MHTeeKT
0OBIYHO B HOpME, XOTSI B HEKOTOPBIX CIydassX OMUCaHbI
WHTEJUIEKTyaIbHbIe HapYILIEeHWST pa3HOIl CTeTIeHU BbIpa-
XeHHocTH |7, 8].

B mapte 2006 r. Stevenson et al. [4] ony0aIuKoOBaIu AU~
arHoctuueckue kputepuu JIA2A. Antley et al. [9] Takxke
YCTAaHOBUJIM OTNpeIe/IeHHbIe TUaTHOCTUYECKIE KPUTEPUU
cunapoma @pumena — Ilengona. OmHAKO HEOOXOIUMO
OTMETHUTh, YTO HE Y BCEX JACTel ¢ apTPOrpUII030M TUaTHO-
ctupyetrcs cuHapoMm @pumena — Illenxmona. TouHo Tak xe
y MalMeHTOB C TOATBEPXKIACHHBIM CUHIpoMoM dPprMeHa —
[IlenmmoHa MOXET OTCYTCTBOBATh apTporpuio3. Toydemir et
al. [10] omucany eIMHCTBEHHBIN 1O HACTOSIIETO BpEMEHN
B JIUTEpaType ciaydyail pebeHKa ¢ eHOTUIIOM CBUCTSIIIETO
Jnnia 6e3 aHoMaJIii KOHEYHOCTEI.

IMpuyuHoit pazsutust cuHapoma @pumena — Ilengona
sIBJISIOTCST MyTaliuu B reHe MYH3. Ten MYH3 skcripeccu-
pYeT 0COOBIN GeTOK — TaK Ha3bIBAEMYIO TSIKEIYIO LIeITh M-

Puc. 2. KoHTpakTypbl HUXHUX U BEPXHWUX KOHEYHOCTEN
y 0eBouku B 14 net

031Ha 9MOPUOHAIBHBIX CKEJIETHBIX MbIIIIL 3 [2]. Muo3uH
U Ipyroit 6eJ10K, UMEHYEMbIl aKTUHOM, SIBJISIFOTCSI OCHOB-
HBIMM KOMITOHEHTAMU MBIIIEYHBIX BOJIOKOH W BaXKHBI JIJIST
COKpalieHus MblIIL. TspKenas nernb MUMO3uHa SMOPUOHATb-
HBIX CKEJIETHBIX MBIIIIIL 3 SIBJISICTCSI YaCThIO OEJIKOBOTO KOM-
riekca MMUO31MHa, KOTOPbIH (DyHKIIMOHUPYET BHYTPUYTPOO-
HO U HeOOXOAMM JIJISI HOPMaJIbHOTO Pa3BUTUS MbIIIIL [2].
B psne ciyyae y maumeHTOB ¢ (GEHOTUMTUYECKUMU TIPU-
3HakaMu cuHapoma @pumena — lllennmoHa OTCYTCTBYIOT
myTanuu B reHe MYH3. B Takux cutyanusix, IpuHUMast
BO BHUMaHME XapaKTEepPHbIC MOPOKU Pa3BUTUSI, HEOOXOI M-
MO MCKJII0YaTh XPOMOCOMHBII qucbanaHc.
XpoMocoMHbIe 3a601eBaHMSI — HacleACTBEHHbIE 00JIe3-
HU, 00YCJIOBJICHHbIE U3MEHEHNEM YKCJIa UJIU CTPYKTYPbI
XPOMOCOM (FT€HOMHBIMU MJIM XPOMOCOMHBIMU MYyTaIlUsI-
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MU COOTBETCTBEHHO) U MPOSIBJISIIONINECS MHOXECTBEH -
HBIMU BPOKJICHHBIMU MOPOKAMU PAa3BUTHSI, 3a0ePXKKOI
(usnyeckoro 1 yMCTBEHHOTO pa3BUTUSI, TPYIHOCTSIMU
B 00y4yeHUM U noBeneHur. KinmHuyeckue mposiBIeHUsT Xpo-
MOCOMHBIX 3a00JIeBaHUI1 B 3HAUUTEJIbHOI CTETIEHU 3aBUCSIT
oT crienMUKN U pa3Mepa y4acTBYIOIIETO B IepecTpoii-
Ke XpomMocoMHoro cermeHTa [11]. B HacTosiiee Bpemst
IJISI TMaTHOCTUKU XPOMOCOMHBIX 3a00JIeBAaHUI MCITOJIb3Y-
eTcsl METOJIMKA KJIACCUYECKOTO KapUOTUITMPOBAHUS C ITPU-
MEHEHUEeM MeTOJOB IUddepeHIInaIbHOTO OKpallluBaHUS
XpOMOCOM, KOTOpasi TTO3BOJISICT BHISIBJISITb XPOMOCOMHBIH
nucbanaHc pasmepom 10 M6. Jlist oOHapykeHUsT CyOMuU-
KPOCKOMUYECKUX HAPYIIEHUI TPUMEHSIIOTCSI COBPEMEHHbIE
BBICOKOpAa3pellarlime MoJIeKYJISpHO-1IUTOTeHETUYECKUE
METOIbI uccyienoBaHus ((hJayopeclieHTHasl TMOpUIr3aliust
in situ (Fluorescence in situ Hybridization, FISH), cpas-
HUTeIbHasi TeHoMHasl Tuopuansanuus Ha JIHK-6mounmnax
(array Comparative Genomic Hybridization, array-CGH)
/UM XPOMOCOMHBIII MUKPOMaTPpUYHbBIH aHanu3 [11, 12].

XpPOMOCOMHBINT MUKPOMATPUUHBII aHATU3 SIBJISIETCS] OC-
HOBHBIM METOJOM IUArHOCTUKM TeHETUYECKON MPUIMHBI
MHOXECTBEHHBIX BPOXICHHBIX MOPOKOB [12]. [laHHbBII Me-
TOJI TTO3BOJISIET UAEHTUMULIMPOBATD PEIKUEe MUKPOIEIEIIM -
OHHBIC 1 MUKPOIYIIJIMKAIIMOHHBIE aHOManuu. Ciaydyau ofi-
HOBPEMEHHOTO HAJIMYMSI B KAPUOTHUTIIE TIBYX XPOMOCOMHBIX
MepecTpoeK eAMHUYHBI U UMEIOT, KakK MpaBUJIO, YHUKAJb-
HbIe KIIMHUYECKUE MPOSIBJICHUST, KaK U B TIPEACTAaBICHHOM
HaMU KJIMHUYECKOM MTpuMepe cuHapoma dpumaHa —
IllenmoHa ¢ BHISIBJIEHHBIMU TEPMUHAJIBHOM NyTJIMKaLIME
yJyacTKa JJIMHHOTO Tjiedya XpOMOCOMBI 9 U TEpMUHATIbHOM
MUKpOJeeleil yuacTka KOpOTKOTO Tieuya XpoMocoMbl 20).

ITauueHTHI ¢ yCTaHOBIEHHBIM CUHApOMOM PpumeHa —
lenmoHa MOJIKHBI MOJYYUTh PAHHIOI KOHCYJIbTa-
A0 YePEMHO-IUIIeBOTO XUPYpra U XUpypra-opToreaa
JUISL JaJIbHEHIIEe KOPPEKILIMU YEPEITHO-JIULIEBbIX aHOMAIU A

U MTOPOKOB KOHEYHOCTEN C 1IeJIbIO YIyULlIeHUs X GYHKINU
u/unm actetuku [5]. OniepaTuBHbBIE BMEIIATEIbLCTBA Clie-
JIYeT IMPOBOIUTH OCTOPOXHO, N30erasi paIiuKaabHbBIX Mep
U YYUTBIBast OCOOEHHOCTU U3MEHEHHOM (hU3MOJIOTMU MBIIIIII,
xapakTepHoit st cunapoma @pumena — [lenmonHa [5].

IMauueHTs! ¢ cunapomoM @pumena — IllengoHa Takke
MMEIOT TIOBBIIIEHHBI PUCK Pa3BUTHUS TSKEJIOW peaKIuu
Ha HEKOTOPbIE JIEKAPCTBEHHBIE TIperapaThl, TaKMe KaK Mbl-
IIEYHBbIC PeJIAKCAHThl U aHECTETUKHU, UCITOJIb3yeMbIe BO
BpeMs onepaunu. CaMoii TSKeJIOi U3 TaKUX peaKIil sIBIIsI -
eTcsl TaK Ha3bIBaeMasl 3Jlo0KauyecTBeHHas runeprepmus. Pa-
Hee pa3BUTHE 3JI0KAYeCTBEHHON TUIIEPTEPMUM U PUTUIIHO-
CTU MBIIIIL TTOCJIe aHECTe3UU ObLJIM OMMCAHBI Y TPeX AeTei
¢ cuaagpomoM dpumena — Illenxnona [13].

3akiouenue

AYTOCOMHO-TOMUHAHTHBIN cuHapoM Opumena — Ilen-
JIOHA, O0YCJIOBJIEHHBII B OOJIBIIMHCTBE CIy4aeB reTepo3u-
TOTHBIMU MYyTalMsIMU B reHe M YH3 v XxapakTepu3yronuicst
coyeTaHUEeM IMCTAJIbHOTO apTPOrPUIIO3a C MBIIIIEYHOMI
TUTTIOTOHUEH U 3aIeP>KKOM TICUXOMOTOPHOTO pa3BUTHUSI,
HeobxonuMo nuddepeHIMPoBaTh ¢ IPYTUMU TeHETUYe-
CKUMM BapMaHTaMu apTporpuno3oB. [1pu Haauuum y mpo-
b6aHna crielupuyeckux GeHOTUNMUIECKUX TTPOSIBJICHU I
MMArHOCTUKY JAHHOTO CMHAPOMa HEOOXOIMMO HaUMHATh
C ImorcKa Mytanuii B reHe MYH3 u npyrux reHax, acco-
LIMMPOBAHHBIX C Pa3BUTUEM JMCTAIbHOTO apTPOrpPUIIO3a.
IIpu oTCyTCTBUM MyTaUMii 1151 TTIOUCKA 3TUOJOTUYECKOTO
(akTopa 3abosieBaHUSI HEOOXOIUMO MPOBEAECHUE MOJIE-
KYJSIDHOTO KapuoOTUTIMpOoBaHUs. JlaHHOEe KIIMHUYECKOoe
HaOJ0IeHWE TeMOHCTPUPYET BO3MOXKHOCTh UCITOJIb30Ba-
HUSI MTHHOBALIMOHHBIX MOJIEKYJISIDHO-IIUTOTEHETUUECKUX
TEXHOJIOTUIA B MOMCKE TeHETUYECKUX IMPUYMH 3a00J1eBaHUS
B CJIydae OTCYTCTBHUSI MyTallMil 11O pe3yJibTaTaM MOJHO3K-
30MHOTO CEKBEHUPOBAHMUSI.
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DISTAL ARTHROGRYPOSIS (FREEMAN — SHELDON SYNDROME)
DUE TO UNBALANCED TRANSLOCATION 46,XX,T(9;20)(Q33.3Q34.3;P13)
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