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CTurmMsl 1u33MOpHOreHe3a — 3TO HE3HAYUTEITHLHBIC OTKIIOHCHUS aHATOMUYe-
CKOTO CTPOEHHUS TOTO WJIM WHOTO OpraHa WJIM €ro 4acTH, HEe M3MEHSIOIINE CyIle-
CTBEHHO ero GyHKIuU. Jlnarnoctuyeckasi 3HaYMMOCTh KaXJI0W OT/IETbHON CTUTMBbI
HEBEJIMKA U BBISBJICHHUE 1-2 CTUTM IH33MOpHOTEHEe3a Y B3POCIBIX B OOIBIIHMHCTBE
ciiy4yaeB He ucCKitodaeT nuarHosa: «lIpaktudecku 3mopoB». BmecTe ¢ Tem, ¢ yBe-
mnaenreM kommuectBa CJI, BBIABICHHBIX Yy OHOTO MHAWBUAYYMA, YBEITUINBACTCS
BEPOATHOCTb OOHAPY>KEHUS PA3TMYHBIX OTKJIOHEHUM, a BO3MOXHO U MOPOKOB pa3-
BUTHS BHYTPCHHHX OPraHoB. B meamarpuyeckoil NpakTHUKE CYIIECTBYET TaKOM
TEPMHUH «IIOPOT CTUTMATH3AIlUN», T.e. KpUTHIecKoe uncio BHemHuX CJI, BeIsBITe-
HUE KOTOPHIX TpeOyeT TIIATEILHOTO KIMHIUYECKOTO 00ceaoBanus pedenka. Kpome
TOTO, OTPEIECICHHOE CouYeTaHusl Tak HaszbiBaeMbIX CJI MOXXET oKa3aThCs CHUMIITO-
MOM CHUCTEMHBIX 3a00JIEBaHHUM, OTHOCSIITUXCS K TPYIIIE HACICICTBCHHBIX HapyIIle-
HUW COEMHUTEIIbHON TKaHHU.

HacnenctBeHHble HapyIeHUs CTPYKTYPBI U PYHKIIMH COCTUHUTEILHON TKAaHU
(HHCT) upe3BbluaitHO pacnpoCTpaHEHbl U 3HAHUE OCHOBHBIX MPHUHIUIIOB UX JTUa-
THOCTHKH HEOOXOIMMO BpadyaM CaMbIX pa3HbIX CIEIUATbHOCTEH.

3a TOHSATHEM «HACIEACTBEHHBIC HAPYIICHUS CTPYKTYpbl U (DYHKIIUHA COCIIH-
HuTenbHOU TkaHm» (heritable disorders of connective tissue) B poccuiickoit Meau-
IIUHCKOW JUTEpaType MPOYHO 3aKPEHMIICS TEPMHUH «IUCIIa3UU COCTUHUTEITHLHON
tkauw» ([ICT). Jucnnasus coenMHUTENbHON TKAaHU — FeHETUUECKU I€TEPMUHUPO-
BaHHAs W/WIM BPOXKJICHHAS AaHOMAIWS CTPYKTYpbl M (DYHKIIMH COCITUHHUTEIHLHOMN
TKaHHU PA3IMYHBIX OPTaHOB W CHUCTEM, XapaKTEPU3YIOMIAsACs MHOTOOOpa3ueM KIIH-
HUYECKHUX MPOSBICHUIN OT TOOPOKAUECTBEHHBIX CYOKIMHUYECKUX (OpM JI0 pa3Bu-
THUS TTOJIMOPTAHHOMN U TOJTUCUCTEMHOM MATOJIIOTHH C MIPOTPEAUECHTHBIM TEUEHHUEM.

B HacTosiee BpeMsi MPUHATO BBIACIATH TPYINTY TOCTAaTOYHO PEIKO BCTpe-
YaIONUXCS MOHOTCHHBIX HACJICICTBCHHBIX 3a00JICBAHWI COCMWHUTEIHLHON TKaHU
(curnpombl Mapdana, Dnepca-Jlanno u Ctukiiepa, HECOBEPIICHHBI OCTEOTEHE3,
aracTUYecKasi ICEBJOKCAaHTOMa MHOTHE Apyrue). HecMoTpst Ha ycriexu reHeTUKH B

n3yueHnn npuponasl Takux HHCT, B ux nuarHocTuke NMprOpPUTET COXPAHSIETCS 3a



YMEHHMEM Bpada-KIUMHUIKACTA PACHO3HATh BHEIIHUE MTPU3HAKU MATOJIOTUU U ITPOBE-
CTU CHeUManbHble HccaenoBaHus. Kpome 3TOM Ipymnimbl, BBIACISIOT TAKKE Pl
JTUCIUTACTHYECKUX CUHAPOMOB M (PEHOTUIIOB, OJIM3KUX MO CBOMM (PEHOTUITHYECKUM
MPOSIBIICHUSIM K M3BECTHBIM MOHOT€HHBIM 3a00JIeBaHUSIM, HO KJIMHUYECKU MEHEe

3HAa4YHUMBIC.

Hpuznaku HHCT

Bce nmposienenus HHCT moxHO pa3enuTs Ha Tpynibl B 3aBUCUMOCTH OT Op-
raHOB M CHCTEM, BOBJICUEHHBIX B JMCILUIACTUYECKHUI Mpouecc.

KocTHoO-CcKeeTHBIE

1. Kunesunnas nedopmarus rpyanoi kinetku (KIT'K)

2.Boponkoo6pa3zHas nedopmartus rpynnoi kietku (BAI'K)

3. JonuxocrteHomenus (M3MEHEHUE COOTHOIIICHUH CKeeTa)

4. ApaxHONAKTUINS (JJIMHHBIE «I1AyYb» MaJbIIbI)

5.Cxonno3s 0oiee 20° MM CHOHAWUIOINCTES

6. CHmXeHne BO3MOKHOCTH BBIIPSIMIIEHUS JOKTA 10 170° n MeHee
7. MenuanbHOE CMEIIEHNE MEANAIBHON JIOBIKKH

8. [IpoTpy3us BepTIIOKHOM BIIAAUHBI TI000H CTETICHH

9. Bricokoe apkoBugHOE HEOO (Oosee 2,5 cM)

10. HenpaBunbHblil poct 3y00B

11. Hedopmannn uepena:

nonuxonedanus (dolichocephalia; nomuxo- + rped. kephalé ro-

JIOBA; CHH.: IJTMHHOTOJIOBOCTh, TOJIUXOKe(aus)

TUIIOILIa3us MaJIsIpOB

sHO(TaNBMO3 (OT Tped. en — B, BHYTpU U ophthalmos — ria3),

1yOOKO€ MOJIOKEHUE TJIa3HOTO sI0JI0Ka B IIa3HUIIE.

perporHarus, (retrognathia; perpo- + rped. gnathos 4yentocTs) —
aHOMAJIHsI Pa3BUTHS; CABUT BEPXHEH YETMIOCTH K31 MPHU €€ HOPMaTbHBIX

pasmepax.

AHTHUMOHTOJIOUJHBIN pa3pes3 a3

HapyIIEHUs IPUKyca U pocTa 3yO0oB



BaJbI'yCHas iepopmariust CTOIbI

Ko:ka 1 MbIIIIbI

1.IToBbIIEHHAs PACTSXKUMOCTD KOXKU (BO3MOXKHOCTH (DOPMHPOBAHUS KOKHOMN

CKJIQJIKU HaJ| JIaTepaJIbHBIM KpaeM KIIFOUUIbI Ha 3 ¢M U Ooree)

2.1lIupoxue arpoduueckue pyoIisl

3.ToHkas1, TeTKO paHUMast KOxka

4.bapxarucras Koxa

5.I1oakoxHbIE ICEBIOOIYXO0JIN U chepruyeckre oOpazoBaHus

6.Atpodrueckue cTpun (He CBSI3aHHBIC C OKHUPEHUEM U OEPEMEHHOCTHIO)

7.I'pbDKU ¥ TIpOJIANIChl OPTaHOB /WM TOCIEOTIEPAIIMOHHBIE TPHIKU

8.JIerko nosiBJIAOUIMECS TEMATOMBbI IPU HE3HAYUTEIBHBIX YAapax

CycraBHble

1.T'unepMoOMIIBHOCTD CYCTaBOB

2.Aptpanrus 6oiee 3x MecsIeB B 4X 1 0oJiee cycraBax

3.Cnonauinies

4.BbiBUXHU, MOABBIBUXU B Oojiee yeM B 1 cycTaBe WJIM B OJJHOM CyCTaBe, HO

MOBTOPSIIOLIUECS

3purtesbHbIE

1. [onyGsie ckiepsl

2. [TonBBIBUX XpycTaanuKa

3. Muornus

OTnenbHBIC BHENTHUE TMPU3HAKH (MJIM CTUTMBI TU33MOpPHOTEHEe3a), C IOBOJIBHO
BBICOKOW YaCTOTOW BCTPEUYAKOTCS M Y MNPAKTUYECKH 340pOBbIX Jnll. [lpu 3TOM
ONpPEICIICHHBIE COUETAHUS BHEIIHUX MTPU3HAKOB MO3BOJISIIOT C BBICOKOW BEPOSITHO-
CTBIO MPEINOJIOKUTh TOT WJIM WHOW JUCIUIACTUYECKUN CUHAPOM WU (HEHOTHIL.
CoyeTaHue KOCTHO-CKEJIETHBIX M CYCTaBHBIX MPU3HAKOB JA€T OCHOBaHUE MPOBO-
JUTh TUArHOCTHYECKUHU mouck cuuapoma Mapdana u 6muszkux emy HHCT. Brisie-
JIEHWE MPU3HAKOB, XapaKTEPU3YIOIINX M3MEHEHHS] KOKM M MBI B COYETAHHH C
CYCTaBHBIMH H\WJIM KOCTHO-CKEJIETHBIMU (D€HAMU YKa3bIBACT HA BBICOKYIO BEPOSIT-
HOCTb BBISBJIICHUSI Pa3UYHBIX TUIIOB cUHApoma Onepca-llanno. Hakouen, Hamu-

yre HeoOXOAMMOro Habopa MPU3HAKOB TMIEPMOOHMIBHOCTH CYCTaBOB IMPH OTCYT-



CTBUHU IPU3HAKOB BBIPAKEHHOI'O BOBJIEYEHUSI KOCTHO-CKEJIETHON CHCTEMBI U KOXKHU
MOKET YKa3blBaTh Ha CHHAPOM TunepmodbmibHoctu cycraBoB (CI'MC) — nampu-
Mep, TUTIEPMOOWIIBHBIN THUIT CUHIpoMa Drepca-Jlano.

Kpome BHemHux, BBIAEHAIOT Takke BUcHepaJbHblie npudHaku HHCT, xa-
pPaKTEpPU3YIOLIME BOBJICUECHHE B JAMCIUIACTUYECKHUI MPOLECC BHYTPEHHUE OpIaHbl.
K naumbonee pacnpocTpaHeHHBIM W U3YUYEHHBIM BUCILIEPATIBHBIM MPHU3HAKAM B Ha-
cTosiiee BpeMsi oTHOCAT Maibie aHoMmanuu cepana (MAC). MAC — cTpyKTypHbIe
AHOMAJIUU COEIMHUTENBHOTKAHHOTO KapKaca cepjilia, He MPUBOASIINE K Hapylle-
HUIO ero ()yHKIIMH, HO CIIOCOOHBIE yCYTYyOJsITh TEUEHNE HEKOTOPHIX 3a00JIeBaHUH.
K MAC otHOCHT:

1. JloxHbIE XOpABI M aHOMAJIbHBIE TPAOEKYJIbI IEBOTO JKEMyI0UKa

2. IIponancer mutpansHoro (IIMK) u tpukycnunansaoro (I1TK) knananos
3. AcummeTpus TpexcTBopyaToro aopraibHoro kiamnana (ATAK)

4. AneBpusma MexnpencepaHoit neperopoaku (AMIIII)

K npossnenusim HHCT co cTOpoHBI CepAEUHO-COCYAUCTON CUCTEMBI OTHOCST
TaKXe:

1. Pacmipenue MarucTpaibHBIX COCYIOB, OTXOIAIIUX U3 cepAala (aopThl U Jie-
TOYHOU apTepru) BOCXOJSIIEIO OT/AeNIa a0pThl B Bo3pacte Monoxe 40 net

2. OOBI3BECTBIICHHE MUTPAJILHOTO KOJIbIa B Bo3pacTe MoJoxke 40 et

3. Paciiupenue nub0 paccioeHue CTEHKU TPYIHON WU OpIOUIHOM aopThl B

BO3pacte MoJoxe S50 yer

Metoauxka onpeaejieHusi BHEIIHUX NPU3HAKOB AM39MOpHOreHe3a

KocTHble npu3Haku:

1. Acrennueckuii Tun koHcTutyuun (ATK) onpenensiercst mo dopme rpya-
HOMW KJIETKU (YAJIMHEHHAs!, BBITSHYTAas 110 BEPTUKAJIH ), SIUTaCTPaIbHbBIN yrona (yroi
Mexy pedepHbiMU ayramu) MeHee 90°. Takke ais MLl ¢ aCTEHUYECKOW KOHCTH-
TYLIMEN XapakTepHO CHI>KeHHE HHeKca maccel Tena (MMT), paccunTeiBaeMoro 1o
dopmyne: UMT = Bec/poct? (kr/m2). [Ipu ATK rpyanas kieTka yaauHEHHas 3a

CUCT YMCHBIICHUA IICPCIHC3aTHCTO U OOKOBBIX pPasMEpoOB, MHOTAA ILIOCKAA, HAl- U
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MOJIKJTIOYMYHBIC IPOCTPAHCTBA 3aIIa/Iaf0T, peOpa B OOKOBBIX OTJIeNIax IPHOOPETAIOT
0oJiee BepTUKAIBHOE TOJIOKEHHUE, JIOMMATKH OTCTAIOT OT T'PYIHON KJIETKH, MBIIIIIHI
MJICUEBOTO TMOsIca Pa3BUTHI ci1abo, Kpaih X pedpa cBOOOIEH U JIETKO OMpPEaeseTCs
IIpU NaJIbIAIUH.

2. MoauxocreHomesusi (JICM) nuarHocTupyercs NpU HAIWYUU YHIJIMHEH-
HBIX, BBITAHYTBIX KOHEUHOCTEH, 4yacTen Tena. s onpeneneHus JOJIMX0CTEHOME-
JIUY UCTIONB3YIOTCS Cleayomue Ko3(PhUIeHThI:

COOTHOIIIEHHE pa3Maxa pykK K pocty (PP:P) > 1,03
® OTHOLIEHUE BEpXHEro cermeHTa K HkHemy (B:H) < 0,89
Pa3max pyk nsmepsieTcsi B MOJIOKEHUH 00CIEIyeMOTr0 CTOS, PYKH BBITSHYTHI B
CTOPOHBI, JIAJIOHHBIE MMOBEPXHOCTU KUCTEH Briepen. M3mepsaeTcs pacCcTOIHUE MEXK-
Iy AUCTaJbHBIMU (pajlaHTaMU CPETHUX MaiblieB. HIKHUI cerMeHT u3MepsieTcs B
MOJIOXKEHUU CTOsI, HOTU BMECTE, KaK pacCTOSHUE OT J0OKOBOro cumdusa J0 moja.
4. Ckonuornueckas aedopmanusi nmo3soHounuka (CIAII) Taxxe MoxeT
OBITH ONpe/eiicHa KIMHUYECKU. BHelHue Nmpu3HaKkH, MO3BOJIAIONIME OOHAPY-
#xuTh CIII1 mo3BOHOYHMKA HA PAHHEHN CTAINU:
® acuMMeTpus JIOIATOK;

KPBUIOBUIHBIE JIOMIATKHY;
aCUMMETPUS TIJICY;
ONYIIEHUE OJHOTO IJIeYa WA OJHOM JIONATKHU;
MBIIICUYHBINA BAJIMK BJOJIb TO3BOHOUYHHUKA HA OJTHOM CTOPOHE CIHUHBI;
CYTYJIOCTb;
pa3iinyHasl 1JIMHA HOT.
TpaguuuonHo Bu3yanbHasg auarHoctrka CJIIT ocHOBBIBaE€TCSl HA OTKJIOHEHUU
JIUHUUA OCTHUCTBIX OTPOCTKOB OT CPEAHET0 MOJIOKEHUS W CMEUIEHUM aHaTOMUYe-
CKHUX CTPYKTYp OTHOCUTEIBHO CPEANHHON JIMHUYU TyJ0oBUIlA. B monoxeHnuu cros, ¢
BBINIPSIMJICHHBIMM HOTaMH BBISIBJISIFOT aCUMMETPHUIO HAATUIEYUMA, JOMATOK, MOsiC-
HUYHBIX TPEYTOJbHUKOB, SITOAUYHOM CKIIAJIKH, MepeKkoc Taza. MoOUIBHOCTh Je-

dopManuu onpenesnsoT M0 U3MEHEHHIO (POPMbI JTUHUU OCTHUCTBIX OTPOCTKOB IPH

HAKJIOHE TyJoBHINA BO (PpoHTanmbHOM Tuiockoctu (bending test): mpyu MOOMIBHBIX



nedopMaIusax HaAKJIOH B CTOPOHY BEPIIUHBI AehOpMaIiK COPOBOXKIAETCS €€ BbI-
OpSIMJIEHUEM, TIPU PUTHIHBIX — JIMHUS HE MEHSAET CBOEH (OPMBI.

OO0s13aTeNIbHBIM TIPU3HAKOB CTPYKTYPHOTO CKOJIMO3a SBIISETCS TOPCHSI, KOTO-
pasi KJIMHUYECKHU NPOSBISAETCS aCMMMETpUEH MNapaBepTeOpalibHbIX MBI U Jie-
dbopmarueii pedep.

Craauu (CTeNeHH) CKOIMO03a [0 KIMHUKO-(PYHKLINOHAIBHBIM ITOKa3aTeNsIM.

[ crenens — BuAHA Npu crubaHuM, pa3ruOaHUd U OOKOBBIX HAKIJIOHAX,
onpezensieTcss Npu PyHKIMOHAIBHBIX MPo0Oax.
Il cTrenens — onpeaensieTcss mMpu OCMOTPE OOIBHOTO B MOJIOKEHUH CTOSI.
KprBHu3Ha M03BOHOYHKKA B 3TOM CTaJMM UCUE3AET B MOJIOKEHUH JIEKA HA )KUBOTE.
III-IV crenenp — XapakTepu3yeTcsi CUIbHBIM UCKPUBIICHUEM ITO3BOHOUYHU-
Ka, KOTOpPOE HE UCYE3aeT B IMOJIOKEHHM Jieka Ha kuBore. IIpoucxonut mepepac-
npeleseHue HEeHTpa TSHKeCTH Tena. HenpaBuibHas Harpy3ka Ha MBIIIIbL, CBSI3KH U
CyCTaBbl I03BOHOYHHUKA MPHU BBIPAXKEHHOM CKOJIMO3€ MPHUBOIAUT K IpyObIM MOpdo-
JIOTUYECKUM HU3MEHEHUSIM TKaHEH: UJEeT YaCTUYHOE 00E3bICTBICHUE CBSI30K, U3MeE-
HEHUE MBIIIEYHBIX BOJIOKOH, pa3BUBAETCs Ae(HOPMUPYIOMINI CIIOHIUI0APTPO3.
Krnaccudukanus ckonmosa
1. ITo npouCx0XKAEHUIO:
TPyIIa — CKOJIMO3bl MUOTIATHYECKOTO MPOUCXOKIACHUS,
rpynmna — CKOJIMO3bl HEBPOTEHHOTO MPOUCXOXKICHUS,
rpynna — JHCIJIACTHYECKHE CKOJINO03bI
rpymnmna — pyOIoBbie CKOJIHO3bI,

rpynmna — TPaBMaTHYE€CKHUE CKOJIUO3HI,

AN e

rpyiia — HAUOIIATUYICCKUC CKOJIMO3bI



2. 1o ¢popme UCKpUBICHHUS:

C-00pa3HbIif CKOIIN03 S-o0pa3HbIii CKOINO03 E-00pa3Hblii ckonmo3
(C OHHOﬁ I[VFOI>'I HNCKPUB- !C EBYMﬂ gyraMI/I I/ICKQI/IB- !C T[!eM)I gyraMI/I HC-
JICHUSA) JICHUSA) KPUBJICHUS )

MIPaBOCTOPOHHUH.. JICBOCTOPOHHHM.. S-00pa3HBIA

CKOJIMO3 ............... CKOJIMO3 ......... CKOJIMO3

5. BoponkoooOpa3znas nedopmanusi rpynHoii kiaerkn (BAI'K, rpyns ca-
NoXKHUKA, pectus excavatum). BJII'K xapakrepusyercs yrmyoaeHueMm cpeaHeit
U HWKHEH YacTell IpyqHOW CTEHKHM B BHUJE BOPOHKH, OOKOBOW TIpaHHULEN
yri1yOneHuss OObIYHO CITy’KaT peOepHbIe XPSIIN, peXxe KOCTHas 4acTh pedep.
I'pynHas kieTka npu 3TOM BBIVISLAMT PACIIMPEHHOM, YCUIIEH U3rH0 IPYAHOTO
oTZela M03BOHOYHMKA. Kak nmpaBuio, ¢ pocToM aedopMmalius yBeINIUBaeTCs.
BJAI'K — nedexrt rpyaHoi KIETKH, IpU KOTOPOM MMEETCS] aHOMaJlbHOE 3aria-

nenue rpyaunsl. BAT'K kinaccuuuupyoT mo CHMMETPUYHOCTH U 110 TITyOHHE
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BOPOHKHM. B 3aBucumoctu ot FJIY6I/IHBI BOPOHKH HMCCTCA Oonplliee HIH

MCHBIICC CMCIICHUC CCpaLa.

* Ilpu nepBoii cTeneHu ryornHa BOpoHKH 110 2 cM. CMelleHus cepAla npu
ATOU CTEIICHU HE OBIBACT.

* Bropas crenens xapakTepu3yeTcs IiyOnHoi BopoHkH 10 4 cMm. Cepalie Mo-
&KeT ObITh CMEIIEHO CO CBOETO0 OOBIYHOTO MECTA Ha PACCTOSTHUE /10 3 CM.

* I'myObuna BopoHKu Ooiiee 4 cM U cMelIeHue cepaia 6osee 3 ¢M - 3TO TPEThA

CTENEHb BOPOHKOOOPa3HOH Ae(popMalliy TPyJHOUN KIETKH.

6. Kuneoopasnas negpopmanus rpynHoi kierku (KJII'K). B 3aBucumocTtun
OT 3auHTepecoBaHHbIX CTPYKTYyp, KAI'K KieTku pa3nenstorT Ha TpU TUIA: Ma-
HYOpPUOKOCTAJIbHBIN, KOPIIOPOKOCTATBLHBINA U KOCTaNbHBIN (kinaccudukanus [LA.
banposa). ManyOprHOKOCTIBHBINA THI XapaKTEPU3yeTCs U3THOOM BIIepes PyKo-
SATKU TPYIUHBI U 2-3 COUJICHSIOMMXCS ¢ HEel peOepHbIX Xpsiiei. Temo rpyauHsl
Y MEUYEBHUIHBINA OTPOCTOK CMEIICHBI K3aau. [Ipu KoprnmopokocTaaibHOM THUIIE TPY-
JnuHa MO0 KOCO HAMpaBiieHa BHU3 M BIIEPE] MO MPSIMOUN JUHUU C MaKCHUMaJlb-
HBIM BBITITYMBAHWEM B OO0JIACTM HIDKHEW TPeTH, JIMOO JyrooOpa3HO BHITHYTA
BIIEpE/l B 00JIACTH CPEIHEH M HUKHEH TpeTH. XpsIIeBble OT/eIbl pedep HepeaKo
UCKpUBIIEHBI BHYTpb. KoCTanbHBIN TUIT 00yCIOBIEH U3rMOOM Brepe] peOepHbIX
XpSIIEH, UCKPUBIICHUSI TPYJAWHBI HE BBIPAXKEHBI M Yallle HOCAT POTALMOHHBIN
xapaktep. KJAI'K BbI3biBaeT y nerei TOIbKO KOCMETUYECKUN Ae(EKT, He MPUBO-
I K (DyHKIMOHATBHBIM HAPYIICHHUSIM CEPJICYHO-COCYIUCTON M JIbIXaTeIbHOM
CUCTEM.

7. BbicokOe apKOBH/HOEe HeOO OIpeesseTcsl U3MEPEHUEM BBICOTHI HEOA
KAK HAMMEHBIIIETO PACCTOSHUS OT MOBEPXHOCTH €r0 B CPEAUHHOM TIIOCKOCTH 10
JIMHUY, COEANHSIONIEH BHYTPEHHUE Kpasi allbBEOJ JBYX OOJBIINX KOPEHHBIX 3Yy-
00B. JlnarHocTUYECKUM MIPUHATO CYUTATh MOPOT B 2,5 cM u Oosee.

8. Apaxnogaktuius (APJ]) — anomManbHO JJIMHHBIC U TOHKHE TaJbIbI PYK.
JIns apaxHONAKTWIMM XapaKTEPHBI MOJIOKUTEIBHBIE CHUMIITOM 3aMsiCThsl M
CUMIITOM OOJIBIIIOTO MaJIbIla, a TAKXKe IJIWHA CPEAHETo Majblia KUucTu 6omee 10

CM. I[JI?I OLCHKHN CHMIITOMA 3aIlsICThA, 06cnez[yeM0ro IIpOCAT 00XBaTUTh 3a-
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MACThE OONBIIMM MaNbIEM M MHU3UHIIEM, CHMITOM OIIEHUBAETCS KakK Ha Ipa-

BOH, Tak U Ha JieBOM pyke. CUMNTOM OOJBIIOTO Maiblla CYUTAETCS MOJIOKHU-

TEIbHBIM €ClM OOJBIION Mayiel] JEerko YKIIAJIbIBaeTCsl MOIMepeK JaJ0HU U B

ATOM ITOJIOKEHUU BBICTYIIAET 3a €€ yJAbHAPHBIN Kpail.

9. O HenmoJHOM pa3rudaHMHU JIOKTEBOI0 CYCTABA MIPUHATO TOBOPUTH, €CIIH
OH HE pa3rubaeTcs MOJTHOCTHIO, & YTOJI MKy TUICYEBOM KOCTHIO U MpeArie-
ypeM cocTtaniseT 170 rpanycoB u MeHee.

10. Baabrycnas nedopmanusi CTonbl ONpeAEseTcs M0 MEINalbHOMY CMe-
EHUIO MEAUAIIBHOM JIOABIKKH.

11. Tlnockocromue — u3MeHEHUE (POPMBI CTOMBI, XapaKTEPHUIYIOIIEECs OITy-
HIEHUEM €€ MPOAOJBHOIO U MOIMEPEYHOro CBOJIOB. Pa3znuyaror nomnepeyHoe u
MIPOJI0JIbHOE TUIOCKOCTOIHME, BO3MOXKHO coueTtanue oobenx gopm. Ilpu mome-
PEYHOM IUIOCKOCTOIIMM YIUIOIIAETCSl MONEPEUHBINA CBOJ CTOIBI, €€ MEePEaHUN
OTAEJ ONMPAETCS Ha TOJOBKH BCEX ISATH IUIFOCHEBBIX KOCTEW, a HE HAa [ u V,
Kak 3TO ObIBae€T B HOpPME, JIMHA CTOIBI YMEHBIIAETCS 32 CUET BEEpPOOOpa3HO-
IO PacXOXJCHUS TUIFOCHEBBIX KOCTEW, OTKJIOHEHUA | manbua Hapyxy U Mo-
JOTKO-00pa3Hoil nedopmanuu cpeanero nansua. [lpu npomonbHOM IIIOCKO-
CTOIIMH YIUIOLIEH MPOAOJIbHBINA CBOJ M CTOIA COMPUKACAECTCA C IOJOM ITOYTH

BCEH II0IIaAb0 IMOAOIIBEI, AJIMHA CTOII YBCINYHNBACTCA.

a b
Otnevartku cron B HOpME [G) 1 NpK NAOCKOCTONUN (6]

Koka 1 MpIIInbI:
1. TloBbllIEeHHAS PACTSZKUMOCTD KOXKH OIpeeseTcs no 6e300Je3HEHHOMY
€e OTTSATUBAHMIO HAa 3 CM HaJl HAPY>KHBIMU KOHIIAMHU KJTIOYHIIL, JINOO (HOopMHpO-

BaHHIO CKIIAAKH KOXXKHM Ha KOHYHMKE HOCA, YIIHBIX PAKOBHHAX.
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2. Arpoduyeckue pyoubl (pyOIlbl THMa MAMUPOCHON Oymaru) IIJIOCKUE,
MSITKHE, MaJIOMOJIBUKHBIE B pe3yabrare arpoduu kietdyaTtku noa Humu. Koxka
pyOl1a UICTOHYEHA, HE BRICTYIIAET HaJ 310POBOM KOXKEH

3. Arpoduyeckmue KokHble CTPMH (HE CBSI3aHHBIE C OEPEMEHHOCTHIO Y

KEHILMH), PaCIIOJIOKEHbI NMPEUMYIIIECTBEHHO Ha MOSCHHUIIE U B OONACTH ILIE-

4eBbIX CycTaBOB. CTpHUM NMpEACTaBIAIOT COO0M pacTsSKKU Ha KOXKE, BOSHUKILINE

B PE3YJIbTaT€ MCTOHYEHUS U yTPaThl AIACTUYHOCTU €€ BHYTPEHHHUX CIIOEB H

pa3pylIeHUs MyYKOB KOJJIAT€HOBBIX BOJOKOH.

4. «bapxaTHas» Koxka (KOXa, KaK 3aMILa)

5. ToHkas Koxka (IPOCBEUYUBAET COCYIUCTAsI CETh), JIETKOPaHUMAs.

6. Bapuko3Hoe pacmimpeHHe BeH, ONPENCISeTCS aHAMHECTUYECKU WM TMpU
OCMOTpE MO HAJIMYUIO BUJIUMBIX IJIA30M PACIIMPEHHBIX MOJKOKHBIX BEH Ha KO-
HEYHOCTAX. Takxke He0OOXOAMMO YTOYHSATh HACJIECTBEHHbI aHaMHE3, 8 HMEHHO
— HaJu4Me NaTOJOTMM KIIAIAHHOIO arapara BeH Y pOIWTENEH, CTaplIuX poJ-

CTBCHHHKOB.

CycraBHbIE IPU3HAKH:

1. TunepmoduabHocTh cyctaBoB (I'MC) sBisieTcst pe3yabTarom ciado-
CTH CBSI30K, KOTOpasi HOCUT HACJIeACTBEHHBII XapaKTep U ONpeAeNIeTCs ux
¢GbuOpo3HBIMU TTPOTEHMHOBLIMU TeHamMu. Oco00€ 3HAUCHHE B 3TOM OTHOILIEHUU
HMMEIOT I'€HbI, KOAUPYIOIIHNE KOJUIareH, 371acTuH, GUOPUIUIMH U TeHAacKuH. W3-
MEHEHUSI WM MYTAllMU B TaKUX F€HAX MOTYT JIaTh TOJYOK JJi1 BO3HUKHOBE-
Husa HHCT.

['unepMoOUIBLHOCTE MOXKET OBbITH NPHOOPETEHHOM, MOCKOJIBKY O00beM
JBIDKCHUI B CyCTaBaX MOXET OBITh YBEIWYEH JI0 THIEPMOOMIIBHOTO Juarna3oHa

10/l BO3/ICMICTBUEM TPEHHPOBOK. bajeTHhIM TaHLIOpaM, KOTOpbIE HE O0JIaal0T Ha-

CHCHCTBGHHOﬁ BBICOKOM PaCTAKUMOCTBIO CBA30K, IMPUXOAUTCA pa3dBHUBATL TI'UIICP-

MOOMILHOCTD OIIPCACIICHHBIX CYCTABOB. HpI/I 9TOM H3HAYAJIbHO HOpMdAjlbHble TKA-

HU 3alIUIIAK0T UX OT TPABM.

JleBatubaruibHas mkana runepMoOuibsHoCcTH Beighton’a
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CrocoOHOCTh [TpaBerit JleBwrit
MACCUBHO OTOTHYTb Ha3a/ MATHIN NSACTHO-(PaTaHTOBBIM 1 1
cycrtaB 10 >90° (puc.1)
MaCCUBHO MPWIOKUTH OOJIBIIION Masiell K JIaJIOHHOM T0- 1 1
BEPXHOCTH PYKH (puc.2)
MacCCUBHO Pa30THYTh JIOKOTH A0 > 10° (puc.3) | 1
MAaCCUBHO Pa30THYTH KoJieHo 110 > 10° (puc.4) 1 1
MHTEHCUBHO MPHXKATh KUCTHU PYK K IOJIY, HE crubas Ko- 1
neHen (puc.S)
UTOTO 9

OnuH 6ayn MOXKeT ObITh MOMYYeH ISl KaKIOW CTOPOHBI MPU MAHUITYJSIUSIX
1-4, mosTOMy moka3zaTesib TUIEPMOOUIBHOCTH JOJKEH COCTAaBISTh MaKCHUMAaJIbHO

JCBATDH 6aJ'IJ'IOB, €CJIN BCC OTBCTHI 6y,ZIYT IOJIOKHUTCIIbHBIMU

I[Hal"HOCTI/ILIGCKI/Ie IMOopoTu ik AUarHoOCTHUKHU I'MC Pa3JIn4YHbI OJIA pa3-

HBIX BO3PACTHBIX Ipymil. MI3BeCTHO, YTO ¢ BO3PacTOM IMOJABHKHOCTh CYyCTaBOB MPO-
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rpeccuBHO cHukaetcs. Cunraercd, uyto y neret 1o 3 et ['MC BoaBisercs B 50%
CIIy4aeB W SIBISETCA BapUAHTOM HOPMBI. Tak, UIg B3pOCIBIX €BPONEHCKOU ITOITY-
JAsuuu BbIsiBJIeHUE 4 0ayuioB mo TectaM beiToHa MO3BONSIET MArHOCTUPOBATH
I'MC, kak ¢enomen (BapuaHT HOpMbI). OnnHako, 1t nuarnoctuku HHCT, nanpu-
Mep cuHapoma Jnepca-/lanno, Heooxoaumo HaOpaTh 5 0ayuIOB MJIsl B3POCIBIX 10
50 ner u 4 Ganmna — g oun ctapie S0 JeT.

2. CnoHIM1JI0JIMCTe3 — 3TO CTOMKOE CMEIEHHE OJHOIO MO3BOHKA OT-

HOCUTEJIBHO JIPYTOro, MPUHSITO TOBOPUTH O CMEIIEHHH BEPXHErO MO3BOHKA

OTHOCUTEJIbHO HUXKHETO0. DTU CMEIICHUSI 3HAUUMbI, XOPOIIIO BUHBI HA PEHT-

reHOrpaMMe, MOTYT UMETh Pa3IMYHbIE CTAUU B 3aBUCUMOCTH OT BEJIMUUHbI

CMEIICHUS U CTETIEHH MEePEKPHITUS TO3BOHOYHOTO KaHaja.

3. Cnonamuie3 — 31o edopmMaliisi TO3BOHKOB 3a CUeT 00pa3oBaHUs HA

HUX OCTEO(UTOB.

W3 yncna 3puTebHbIX MPU3HAKOB MPU O0IIEM OCMOTPE MOTYT OBITh BbI-
SIBJICHBI TOJIBKO TOJIyOasi OKpacka CKJIep, SMUKAHT M aHTUMOHTOJOUIHBIM pa3pes
mia3. Jljist BBISIBJICHUSI OCTaJbHBIX MPU3HAKOB MATOJOTUM OpraHa 3pEeHHs HEO0OXO-

JTUM OCMOTP CIEIUaIUuCTa-0PTaTHLMOJIOTA.

Aaroputmsbl BbisiBjieHnss HHCT

Cungpom Mapgana — ayrocomHo-momuHantHoe HHCT. B Hacrosmee
BpeMsl ISl €T0 THArHOCTUKH MConb3yrores ['enrckue kpurepun 2010 roma. Bme-
CTO MHOXKECTBA MPU3HAKOB, BCTPEUAIOLIUXCS NMPU cuHApoMe Mapdana, BbIIEICHbI
1Ba, o0aJarouIMX HauOoJbIIed CIeMPUUHOCTHIO: AHEBPU3Ma/pacCciioOeHUE aOpPThI
U DKTONUS XpyCTaINKa. Bce ocTtanbHble NPU3HAKU OLIEHEHBI C TOYKU 3PEHUS CIIe-
UM(UYHOCTH JIJIs TaHHOTO 3a00seBanus. Hanbonee 3HauMMble MPU3HAKU CBEJICHBI
B TaONHIly, aHAJIN3 KOTOPOW MO3BOJSET OLICHUTh BBIPAXKEHHOCTh CHCTEMHOIO BO-
BJICUECHUS COCIMHMUTEIIBHOU TKaHW. IIpu 2TOM IpoBeneHHE TE€HETUYECKOIO HUCCIIe-
nosaHus (onpeneneHue myrauuu B reHe FBN1) He sBnsercs oOs3arenbHbIM (B
CBSI3U C €r0 BBICOKOM CTOMMOCTHI0). Kpome Toro, nuarnoctuka cuaapoma Mapda-

Ha 3aBUCHUT U OT CEMEMHOI0 aHaAMHE3A.
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[IIxama cucTeEMHOTrO BOBJICUEHUS COCAUHUTEIILHON TKAaH!

[TPU3HAKHU bambr
[Ipu3Hak 3amscTbs ¥ OOJIBIIOTO MAaJbla 3
[Ipu3Hak 3ansAcThs UM OOJIBIIOrO Majabla 1
Boponkoobpasnas gedopmanivs rpyIHON KISTKA 1
Kunesunnas neopmarus rpyqHOM KIETKU 2
Banbrycnas gedopmarivs cToms 2
IImockocromnue 1
CrnoHTaHHBIN THEBMOTOPAKC 2
HypanbHas 5KTa3us 2
Otnomenne Bepx/Hu3 <0,86 U pa3zmax pyk/poct >1,05 1
Cxonuno3 unu kuo3 1
Henopasrubanue nokts 1
Muonus 1
KoxHble arpopuueckue cTpun 1
[Iponanc MuTpaabHOrO KiaraHa Jito0oi cTeneHu 1

Juarno3 cunapoma Mapdana MokeT ObITh YCTAHOBJIEH MPHU COYETAHUU
paciMpeHns KOpHs aOpThl U MPU3HAKOB CUCTEMHOTO BOBJIeUeHHs (7 OamioB u 0o-
nee). Taxxe, cuaapoM Mapdana MOXKeT ObITh TUATHOCTHUPOBAH Y TAIMEHTOB C Ha-
CJIEJICTBEHHON OTSTOIIEHHOCTHIO MO CHHApPOMY Mapdana, mpu HAIUYUKU CUCTEM-
HOTO BOBJIeUeHMs 7 1 Oosee 0aIoB.

BonpImmMHCTBO IPU3HAKOB, BXOSIINX B IIKATY OIEHKH CHCTEMHOTO BOBIIC-
YEHUSI COCAMHUTEIILHON TKAHH MOTYT OBITh OIIEHEHBI BU3YAIBHO, T.€. TP OCMOTPE
nanuenTa. Takum o0pa3oM, BBHISBJICHUE Yy MAIlMEHTA C OTITOIIEHHBIM CEMEHHBIM
aHaMHE30M apaxHOJaKkTWINK (00a cumnToMa — 3 Oajia), BOPOHKOOOpa3HOU Je-
dbopmaruu rpynHoi kinetku (1 6amn), BaabrycHo nedopmaiuu ctomnsl (2 6ania) u
miockoctonus (1 6amn — utoro 7 6ayioB) MO3BOJIMT €CJIM HE TUATHOCTUPOBATH, TO

000CHOBAaHHO 3aIoOIO3pUTh CUHJpOM Mapdana u HazHauuTh OOCJIEIOBAaHUE IS



16

BBISIBJICHUST TIATOJIOTHH a0PTHI (3XOKapArorpaduio) U oprana 3peHus (0cMoTp od-
TAJIbMOJIOTA).

O mapdanouanoii BHemHocTH (MB) Kak o qucriacTudeckoM (peHOTHIIE
cJeayeT TOBOPUTH MPU HAJMYUU MPU3HAKOB BOBJICUEHUSI KOCTHOM cucTeMbl (['eHT-
ckue Kkpurepuu, 1996) u OTCyTCTBUM KIMHUYECKU 3HAYUMBbIX IIPU3HAKOB BOBJIEYE-
HUsI OpraHa 3pEeHHUsi, CEpIICYHO-COCYIUCTON U JbIXareabHOU cucreM. KocTHas cu-
CTEMa CUMTAETCS BOBJICUEHHOM, €CJIU BBISIBIEHO HE MEHEE YEThIPEX KOCTHBIX MpHU-
3HaKa, CPEU KOTOPBIX 00S3aTENIbHO COYETAHWE APaXHOAAKTWIMM (HAJU4YHe XOTS
OBl OTHOTO U3 CUMIITOMOB — 3aISICThsI UJIM OOJIBIIOIO Maiblla) U JIOJUXOCTEHOME-
JUH (BBITIOJTHEHHUE XOTSI OBbI OTHOTO U3 KOA(PPHUIIUESHTOB):

YMEHbILIEHUE OTHOLLIEHUS BEPXHETO cerMeHTa K HuxkHeMy — (B:H<0,89);
® yBeInMYeHHE OTHOIIECHMS pa3Mmax pyk k pocty — (PP:P>1,03).

OcTanbpHble MPU3HAKKA 00JaAAI0T HEOJUHAKOBOW CIELM(PUUHOCTHIO — HAU-
OoJsiee BaXKHBIMU MPU3HAKAMHU SIBIIOTCS JedOopMaluu IPyIHON KJIETKH (BOPOHKO-
oOpa3Has U KWJIEBUAHAS) U apKOBUHOE HE00. MeHee cieliMUUHbl B IUIaHE BbISB-
JeHust 1eeKTa KOCTHOM CUCTeMbl TaKhe MPHU3HAKH KAaK CKOJIMOTHYecKas Aedop-
Malus MO3BOHOYHHUKA, IJIOCKOCTOIME U JIMLIEBBIE TU3MOP(UN.

YCcTaHOBIEHO, YTO y MAalUEHTOB ¢ MB dale BBIABIAIOTCSA KapAHWaJIbHBIC
nposienennss HHCT — mansle aHoManuu cepAana v MOorpaHuYHOE pacIMpEeHHe Kop-
HSl QOpPThI, CHUKEHUE JIOKAIBbHON CHUCTOJIMYECKOM COKPATUMOCTH JIEBOTO JKEITY104-
Ka, a TakK)K€ HapyLICHHsS CEPJICYHOTO PUTMA W IPOSBICHUS BETETAaTUBHOWU IUC-
dbynkiuu. [l ronomreir ¢ MB xapakTepHO HapyiieHne KocTeoOpa3oBaHuUsl, MPOsIB-
JIAIOIIEEC CHUKEHMEM MUHEPAJIbHOM IJIOTHOCTHM KOCTHOM TKaHU W PA3BUTHEM
OCTCOIICHHH.

Cungpom Juepca-lanio (CI/A) — rereporeHHas rpynna MOHOTEHHBIX
3a00sieBaHMi, 0OYyCIIOBJIEHHBIX HAPYLIEHUEM METa0O0M3Ma KOJIJIareHa, CTPYKTYpPbI
U (pyHKIIMU MHOMaTpUKCa, CHHTE3a MPOTEONNIUKAHOB. JlaHHas MaTonorus xapakre-
pHU3yeTcs TUIEePITaTUYHOCTBIO KOXKH, MOIKOKHBIMU cepynamu, nepepasruoanueM
CyCTaBOB, PAHUMOCTBIO TKaHEW UM TEMOPPArvYeCKUM CHHIPOMOM. B mHTEepHanno-
HaJbHON KIMHUYeCcKoW kinaccudukanuu 2017 roga onucano 13 TUIOB ¢ pa3HBIM

HacJe0BaHUEM, KIIMHUYSCKUMU OCOOSHHOCTSIMHU U OMOXMMHUYECKUMU JIe(heKTaMHu,
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JUTSI K&KJIOTO M3 KOTOPHIX pa3pa0dO0TaHbl OOJBIINE W MaJbie KPUTEPHUH, JUATHOCTHU-
YECKH 3HAYUMbIE KIMHHUYECKHE, MOJEKYISIPHO-TEHETUYECKUEe U OUOXUMHYECKUE
mapkepbl. Cpean Hanbosee U3yYeHHBIX TUITOB:

Knaccuueckuii mun ¢ ayToCOMHO-TOMUHAHTHBIM HACJIEAOBAaHUEM, JUISI KOTO-
pOTO XapaKTEepHBI TUTIEPPACTHKAMOCTD KOXKH, aTpodudeckue pyOIlbl M TeHepaIn-
30BaHHAsI TUTIEPMOOUIILHOCTh CYCTaBOB.

Knananno-cepoeynwiti mun ¢ ayTOCOMHO-PEIIECCUBHBIM HAacCJeJOBaHUEM,
MPOSIBJISTIONIUICS MPOTPECCUPYIONTUMU HAPYIIEHUSIMU a0PTaJILHOTO U MUTPAJIbHO-
ro KJIAmaHoB. {1 3TOro Tuna TakXe XapakTepHO BOBJIEYEHUE KOXKH (MOBBILIEHHAS
AIIACTUYHOCTH, aTpouUuecKue pyOIpl, HCTOHUYCHHE, JIETKOCTh 00pa30BaHUS CHHS-
KOB) W TUIEPMOOMIIBHOCTh (T€HEepaIn30BaHHAs WM OTpaHWYEHHAsh HEOOIbIIMMU
CyCTaBaMM).

Cocyoucmoelii mun, MMEKOIINN ayTOCOMHO-JIOMHHAHTHOE HACIIeIOBaHUE.
OCHOBHBIMM MPOSIBICHUSIMU 3TOTO TUNA SIBJISIOTCS Pa3pbiB a0PThl B MOJIOJOM BO3-
pacte, CrioHTaHHas nepdopaius CUrMOBUIHON KHIIKH B OTCYTCTBUE JTUBEPTUKY-
JIOB WJIM APYTOM MATOJIOTMH, CHOHTAHHBIN pa3pblB MaTKHU/TIPOMEKHOCTH.

Cunopom Xpynkoiu poeosuybl C ayTOCOMHOPELIECCUBHBIM HACJIEJOBAaHUEM.
JInst 3TOro TUMa XapakTepHbI MPOSIBICHHS CO CTOPOHBI 3PUTEIBLHOIO arapara:
TOHKasi pOTOBUIIA, CHHUE CKJIEPHI; OTMEYAETCS pAaHHEE HAYaI0 NPOrPeECCUPYIOILIETO
KEpaTOKOHYCA.

Tunepmobunvuovii mun (rC3Jl) xapakTepusyeTcs reHepaaIn30BaHHON Turep-
MOOWJIEHOCTBIO CyCTaBOB, NMPU3HAKAMHU CHUCTEMHOW MaHHU(ECTaIHne TeHepaIn3o0-
BAaHHOTO PACCTPONCTBA COCAMHHUTEIILHOW TKAaHHW (MPUBEIEHBI HUXKE), HATUIHUEM
npu3HakoB rC3J] y OIM3KUX POACTBEHHUKOB, OTCYTCTBHEM IPU3HAKOB BOCIAJIU-
TEJIbHOTO MOpa)keHusi cyctaBoB U uckiroueHueM apyrux HHCT, B T.u. cunapoma
Mapdana. B Hacrosiiee BpeMsi HE YCTaHOBIIEH I'€H, OTBETCTBEHHBIH 3a (hOpMHUPO-
BaHue rCOJl, moaToMy reHeThdeckoe 0o0OciieloBaHUE HEBO3MOXKHO. Takum obOpa-
30M, KJIMHUYECKOE 00ciieJoBaHUE U cOOp CEeMEMHOro aHaMHe3a CTAHOBSITCS €/IMH-
CTBEHHBIMHU METOJAMM JUArHOCTUKU 3TOro THIa CO/I.

*IIpu3HaKu cMCTEeMHOM MaHH(ecTaUMU reHepaJTu30BaHHOI0 PACCTPO-

CTBA COEeUHUTEILHOM TKAHU (HE00X0UMO He MeHee S MPU3HAKOB):
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1. HeOObIYHO MsITKasA, OapXxaTucTas Koxa

2. JIeTKasi THIEPPACTIKUMOCTD KOXKH

3. cTpun

4 NBYCTOPOHHHE MbE30TCHHBIC MAITYJIbl HA MATKAX

S5.peunIuBUPYIOIIMUE TPBIKU

6.arpoduueckue pyoIpl

/. mponanchl FCHUTAIUN, IPSIMON KUIIKU

8. CKY4e€HHOCTh 3y0OOB MJIU BBICOKOE apKOBUIHOE HEOO

9. ApaxHomakTunus (IByCTOPOHHUM CUMITOM OOJBIIOrO Majiblia U ABYCTO-
POHHUI CUMIITOM 3aIsICThs])

10. CooTHomienus pa3maxa pyk u pocra 6osee 1,05

11. ITponanc MUTpasIbHOTO Ki1anaHa

12. Pacumupenuie aoptsl (Z-kpurepuid > +2).

*nur.mo Malfait F., Francomano C., Byers P. et al. The 2017 International
Classification of the Ehlers—Danlos Syndromes. Am J Med Genet C Semin Med
Genet. 2017 Mar; 175(1): 8-26. doi: 10.1002/aymg.c.31552.

L

CyMMuUpysl BBIIIEU3IOKEHHOE, CJEAyeT MOJYEPKHYTh, YTO BHEIIHUM
OCMOTp ¥ BBISBJICHHC KIMHHYCCKH HE3HAYMMBIX NPH3HAKOB JIH33MOpHOTCHE3a
MO3BOJISICT OTIPEICIUTh HECKOJIBKO HACIIEACTBEHHBIX CHHAPOMOB U JHUCILIACTHYC-
CKUX (PEHOTHIIOB, KXl M3 KOTOPHIX WMEET OINpPEACIICHHBIH HAOOp BHEIIHUX
npu3HakoB. CeroiHs MOXHO C YBEPEHHOCTbIO TOBOPHUTH, 4TO MapdhaHOMOJ00HbII
¢deHoTun 1 MaphaHOUIHAS BHEITHOCTh UMEET OINPENCICHHOE KIMHUYECKOE 3HaUe-
HHUE, TaK KaK 9acTO COYETAIOTCS C MaJbIMUA aHOMAJIUSIMU CEP/IIA, COTPOBOXKIAIOTCS
W3MCHECHHMSIMU TeMOIuHAaMUKH. JlanpHeiee n3ydeHne HaClIeICTBEHHBIX CHHIPO-
MOB U JIUCIIJIACTUYECKUX (PEHOTUTIOB Oy/eT CIOCOOCTBOBATh YIITyOJICHUIO HAIIUX
3HAHWUU O HACIIEJCTBEHHBIX HAPYIICHUSX U MX POJU B Pa3BUTHUU KIMHUYECKOW TIa-

TOJIOI'H.
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