bnazomsopumesibHass npo2pamma
«Pummbi dCusHeu» 5 ACTPA

MbI CO34a/11M NpOrpammy «PUTMbI XXN3HEN»
4TO6bI NOBbLICUTbL 0OCBeAOMIEHHOCTL 0 [ICT, yAy4yLlnTb
PAHHIOKO ANArHOCTMKY U NOAAEP>KATb JIIOAEN C 3TUM

INATHOCTUKA

,D,Mcnnasuﬂ Coep,MHMTeanOﬁ B paMKax NnpoeKTa Mbl OKa3blBaeM agpecHyo )

. 6 NoOMOLLb: MOMOraem npnobpectn nekapcTea, NponTH
TKAHU — HEJOOL€HEHHAA MPOLJIEMa, HeobXxoAMMYIO ANArHOCTUKY, NOJTYYUTb AM CnnA3M M
O KOTOPOU MOTYT Heé 3HATb AaXe Te, Ka4yeCTBeHHYI0 MeANLMHCKYIO MOMOLLb.

T Gl [l a1, COEAMHUTEJIbHOW

MbI TaK>Ke KOHCY/1IbTUPYEM MO COBPEMEHHbIM

MeTO[aM JIeYeHNA N OKa3biBaeM noanepx Ky TKAH M
KoBapcteo ACT — npv opOPMJIEHNN MHBAIMAHOCTM.
B Hecneumpuniecknx CMMNnToMax.
Mbl 43CTO 1€4MM NOCNEACTBHA, MbI npudém Ha noMowb, ecau y 8ac:

HO He BUAMM obLlen KapTUHbl —
10 TeX NOP, MOKA CMCTEMA He AacT
KaTacTpodpunyeckmnun cbon.

* HeandpdepeHUMpOBaHHAA AMNCNIa3nA
CoOeANHNTEIbHOW TKAHWU

* cnHapom MapdaHa

* CMHAPOM Dnepca—-laHno
* CMHAPOM Jlonca-AuTua
e cuHppoM CTukiepa

e CMHOpPOM bunca

nPE‘u'ynPE‘u'MTb « cnHapom LLinpuHTueHa-Tonbabepra
OMACHOCTb MOXET

TOJIbKO CBOEBPEMEHHAHA [Moddeprcume HAWy MUCCUFO
AMAF HOCTUKA. Cdenatime pa3oBbil 671a2omBopumesibHbIU B3HOC

u1u opopmume excemecsayHoe noXepmaoBaHuUe.

Jlaxce HebosibWasa cyMma umeem 3HaqyeHue.
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BMecme Mbi
cusibHee 6bonu!




ACTPA

OueHuTe XXanobbl n AaHHbIe aHaAMHe3a:

Mpn3Haku Bo3moxxHown ACT:

06wwana cnabocTb, yTOMISEMOCT;
60/b;

npob6sieMbl CO 3peHnem;

notepsa cnyxa;

OMarHocTuka gucnnasumm coeguHutenbHomn TKaum (ACT)

KapAnoBacCKy1ApHble NpOoABJ1€HNA (FOJ'IOBOpr)KEHMe npwmn cMeHe NnoJ1oXXeHnA

TeNna, npefobMopoYHble COCTOAHMSA, Taxnkapausa, nepeboun B paboTe cepaua);

HapyLieHne moTopukun XKT (3anop, Anapes, ractponapes);
NEroyHblie npoaBaeHnNa (CMOHTaHHbIN MHEBMOTOPAKC);
NMOBTOPHbIE BbIBUXW, MOABbLIBUXW, PACTAXEHNA CBA30OK, PAHHUIN OCTEOAPTPWUT;

KOXHble nposaBaeHua (érkaa TpaBMaTmM3aLma, Yactoe 1 Iérkoe obpasoBaHune

3KXMMO3OB/FeMaTOM, MN10XaA 3aXXUBJAEMOCTb KOXMW, da TaK>Xe 3y, Cbilb,
KpannBHMuUa, XMuMn4yecCckad 4yBCTBUTEJIbHOCTb K MbIJ'IaM/OT,EI,yLIJKE/

feTepreHtam);

HapyLlleHne TepMoperyaauum (owylleHne Tenna/xonona);
PaHHASA NoTepsa NOCTOAHHbIX 3y60OB, OPTOAOHTMYECKOE JleyeHune.

HacnepcrBeHHOCTb (cemenHaa ncropma ACT, HaniMYme aHaANTIOTNYHbIX

NMpoBeauTe 06bLEKTUBHLIN OCMOTP:

REFERENCES: GeneReviews 2022 Feb 17 | J AM Board Fam Med 2021 Jul-Aug; 34(4):838-848 | Am J Med Genet C Semin Med Genet 2017 Mar;
(1):8-26, 148-157 | Version 2.3 | © EBSCO Industries, Inc. All rights reverved. MepeBopg, ¢ nonpaBkamu: bnaroTBopuTesibHbii GOHA «ACTpa»

* — llilkana benToOHa:

>KM3HEHHble NoKa3aTesnu, B T.4. ALl cTos n néxa;

AHTPOMOMETPUA: POCT, BEC, OTHOLLEHME pa3Maxa PYK K pOCTy °
(monnxocteHoMeNMa — pasMax PyK > poCTa), KCUMMTOM

3aNACTbA» N KCUMATOM 60/1bLLIOro NasibLa» C ABYX CTOPOH; °
OCMOTP ro0J10Bbl: [/1a3Hble aHOMaNnK, noTepa cayxa, ABHYC;

OCMOTP NMONIOCTU PTa: BblCOKOeE («roTnyeckoe»/«apKoBUAHOEY) 0

HEOO, MUKPOrHaTMA, peLeccmsa AeCHbI.

dyCKyJibTaunA cepala. LyMbl,

rpyHaA KieTka: BOpoHKoobpas3Hasa/knnesnaHasa/

6ouykoobpasHana nepopmauns;
CMMHA: CKOJINO03, KNPo3;

>KMBOT: FPbIXXKN, AMacTa3 6en1on IMHUM XNBOTA;
KOHEeYHOCTWU: 60/1e3HEHHOCTb CYyCTaBOB, CUHOBUTHI,
nJjockoctonue, AJINHHble KOHEYHOCTMU;

oLleHKa rmnepmMobunaibHOCTM Mo WKasie benToHa*;

naccMBHoe pasrmbaHmne MmsmHLUa Ha > 90° (c ogHoM
CTOPOHbI = 1 6ann, c obeunx = 2);

naccuBHoe npmxxaTtme 601bLIOro nasbLa

K npeansieybto (c ogHoM ctopoHbl = 1 6an, c obeunx = 2);
nepepasrnbaHue nokrten Ha > 10° (c o4HOM CTOPOHbI
=1 6ann, cobenx = 2);

nepepa3rnbaHune KoneHer Ha > 10° (c 0o 4HOM CTOPOHDI
=1 6ann, c obenx= 2);

HAKJ/10H TY/IOBULLLA C BbINMPAMIEHHbIMW KOJ1€HAMM

=1 63711 Npn KacaHMK nosia 1aJoHAMM.

M'MnepMobuiabHOCTD:

> 6 6an110B A4/19 feTer 1 NoApPOCTKOB NpenybepTaTHOro
BO3PacTa

> 5 6annoB ana B3pocabix < 50 net

BapWKO3HOE pacllMpeHne BeH HUXKHUX KOHEYHOCTEN;
KOXKa: CUHAAKWN, KpPOBOM3IUSIHUSA, NJIOX0E 3a>XKMBJIEHWNE PaH,

rMneppacTaXXMMocTb, bapxaTHasa TeKCTypa, aTpodpunyeckme

Ab

> 4 6annoB Ana B3pocabix > 50 et

C3, — cmHppoM Dnepca-aHno
CPK — CMHAPOM pa3apa>k€HHOro KMLLIEeYHMKaA

BPEBUATYPbI:

CUMMNTOMOB). py6Lbl, PAaCTAXKMW. CMOT — cunapom noctypanbhon  ABHYC — ANCHYHKUNA BUCOUHO-
! OPTOCTAaTMYECKOMN TaxMKapAann HVXKHEYeTIoCTHOro cycTaBa
I S B
MNepmMobuabHOCTb Her , Muonusa BbICOKOW CTEMNeHu, Her > HanpaBbTe K reHeTuKy
(ukana bentoHa* = 5) naTos10rnMn cepala m cocyaos,
VN CKOBaHHOCTB? MneppacTaXX uMoCTb L Ob6cyanTe anbTepHATUBHbLIN ANArHO3 nedopMaLyn MO3BOHOYHWKA
? y
KOXKMW: W HAarpaBbTe K TEHETUKY N rpyaAHON KNEeTKN? ObcyanTte (onMpaAcb Ha aHaMHe3
Aa l'ﬂ'a 1 /> 1 0CMOTP) CMHAPOM Jlonca—-[nTua
a
5 L Het l n cnHapom Ctuksiepa
JINYHBbIN NN CEMENHDBIN Aa I Her . ObcyaunTe kKnaccnkonofobHbIN )
aHaMHe3 aHeBpU3Mbl /MK pa3pbiBa / P pyoub!: ’ wnu gpyron Tmn C3/1 MapdaHonaHbI peHoTHn: l
BHYTPEHHWUX OPraHoOB BbICOKNWN POCT, AJZIMHHbIE Het HanpasbTe K reHeTuKY
/N BHE3anNHon, HeoH6BACHNMOMN COOTBETCTBIE KPUTEPUAM Her l NnasibLibl ® KOHEYHOCTH, —
? ANNAaTauna aopThbl, SKTOMUS
CMepTH: rmnepmobunbHoro C3**? | PTbl,

ObcyanTe cepaeyHo-K1anaHHbIN

|as

Ob6cypunte cocyanctbin Tnn C3 /1

l

HanpaBbTe K reHeTuKy

[

Taxkénole, nporpeccupyrowme
npobaemsl c cepauem?

| s

™n C2/

!

BepoATHbIN
rmnepmobunbHbin C3/,
HanpaBbTe K reHEeTUKY

HanpaBbTe K reHeTUKy

/—>

B TeYeHne = 3 MecCsLEB;

HanpaBbTe K reHeTuKy

Obcyaute
Knaccmyeckmn C3/,

!

HanpaBbTe K reHeTuKy

s

** — Kputepum runepmobunbHoro tuna C3 /1 2 2 us cepyrowlero:
1. CemeliHbIl aHamHe3 y = 1 poocmBseHHUKa nepsoli cmeneHU poocmaa.

2. CKkennemHoO-MblweyYHble nposisJieHUs = 1 us:
a. peunanBumpytoLan ckeneTHo-MbllevyHasa 60/1b B = 2 KOHEYHOCTAX

b. xpoHnyeckaa audPpysHana 6oab = 3 MecaLes;

XpyCTanmka?

[

Obcyante cmHapom MapdaHa

l

HanpaBbTe K reHeT

C. noBTopAOLLNneca BbiIBUXN CyCTaBOB

NN HECTabNNBbHOCTb B OTCYTCTBME TPABMbI:
i. > 3 BbIBMXOB OHOIO M TOTO Xe CyCcTaBa
NN = 2 pa3HbIX CYCTAaBOB B pa3HOe BpeMSs;

ii. 33J0KYyMEeHTUPOBAHHAaA HecTabu
CYCTaBOB B 2 2 JIOKA/IN3auUmMAX Npwu
TPaBMbl.

3. [MJTFOC 2 5 u3 csedyrouwje2o:

* MArkaa 6apxaTncraa Koxa;
rMNeppacTaKMMoCTb KOXMN;
HeobbACHNUMbIE CTPUK;
Nbe30reHHble Nany/bl NATOK

C BYX CTOPOH;
peunanBupyoLmne
abaoMWHaNbHbIE MPbIXWU;
atpodunyeckme pybLbl B = 2
y4acTKax;

MNPOJ1anc Ta30BOro AHa, NPAMOMN
KULLKW, MATKW;

CKY4YeHHOCTb 3yb6oB 1 Bbicokoe/
y3Koe HEDO;

apaxHOAAKTUANS;

NpoJ1anc MUTPAJIbHOTO KJ1anaHa;
ANNaTaLmMa KOPHS a0PThl.

NKy

JIbHOCTb
OTCYTCTBUU



