oo BIO

v «AOHELUKUM HALMOHATbHbIU
N/ MEOULIMHCKUN YHUBEPCUTET
| MMEHU M. TOPbKOIO>»

Kadenpa nponeaeBTUKM neguaTtpuu

ANroputM AMarHOCTUKU gucnnasnmu
COeANHUTENIbHOU TKaHM, KakK
HeoTbemMNieMmasa YaCTb MOHUTOPUHra
don3nyeckoro pasBuTua geTeu

Odoknapyuvku: K.mea.H., aoueHT lNMowexoHoBa HO.B.,
K.meA.H., poueHT Mockantok O.H.



— 3TO reHeTUYEeCKU AeTePMUHUPOBAHHbIE
COCTOAIHUA, XapaKTepu3sywouwimeca agedeKkramm
BOJIOKHUCTbIX CTPYKTYP M OCHOBHOIO BeLLecTBa

coeaAMHUTENIbHOM TKaHU, NpUBoOAALLME K
HapyweHuto popmoobpa3oBaHMUA OPraHoOB U
CUCTEM, MMeIoLL e NPorpeamneHTHOe TeyeHue,
onpeaenatouime ocobeHHOCTH accCoLUUPOBAHHOMU

NaToO/NI0OruM, a TakXe GapMaKOKUHETUKU U
dapmakoguHaMMNKU NeKapCTBEHHbIX CpeacTB

HauuoHanbHble PekomeHaaunm Poccuiickoro Hay4yHoOro MeguLUMHCKOro obuecrTsa TepaneBToB MO AUArHOCTUKE,
IeYeHUI0 U peabunntauum NaLMeHToB C AUCNNA3UAMU COeAUHUTENbHOM TKaHu, 2016, 2017

Komutet akcnepToB neguatpuueckoi rpynnbl «ucnnasma coeAUHUTENbHOMU TKAaHWU» NpU POCCUIICKOM HayYHOM
obwecrBe TepanesTtos, 2014, 2015



[lncnnasuA
COCAVNHUTENBHON TKaHW

(paHee HeandPepeHUMpoOBaHHaA
AWUCNNA3UA COEANHUTENIbHOU TKaHW)
ACT — 310
He egUHaA HO30/10rM4yeckKas
eAVHULaA, a rpynna COCTOAHUM, NPU
KOTOPOM Habop KANHNYECKUX
NPU3HaAKOB
He YKNnaAbliBaeTca HU B OAHO U3
HacneaCcTBEHHbIX MOHOTeHHbIX
3aboneBaHuUN.

= [MloaTOMYy, AeTU, umerowjue

npusHaku ACT, TpebyloT ocobbix
NoAXoA0B K OLLleHKe YPOBHSA
¢dU3nYeCKoro passuUTHA.



B 3aBMCMMOCTM OT 0coObeHHOoCTel
3TUonorudeckoro paKTopa B HacToslLLiee Bpems
BblAenAaior:

** HacsedcmeeHHble HapyweHusa coeduHumenbHol
mkaHu (puddepeHUNpPoBaHHbIE NJIU MOHOTEHHbIE
3aboneBaHuA)

s ducnaasuu coedUuHUMenbHOU MKAHU
(HeandpdepeHunpoBaHHbie GpopmMbl)



retreporeHHas rpyrnna MOHoOreHHbix 3abonesaHnim, obycnosneHHbIX
reHeTuYeckumm gedpeKtamu cuHTesa u/wnm pacnaga 6enxkos
BHEK/Z1IETOYHOro MaTpuKca ambo HapyweHmnem mopdoreHesa

— MmopdonorMiecknm nam aHatTommuyeckmi gedekrt opraHa, 4actu
opraHa uam obnactu Tena B pesynbrate reHeTUYECKHU
AeTepMUHUPOBAHHOIO HapyLweHna ambpuoHanbHoOMU

AnddepeHUUpPOBKHU

— Hacnegyemble Nau BPOXKAEeHHble OTK/IOHEHUA OPraHoB OT
HOPMa/Z1IbHOro aHaTOMUYECKOro CTPOEHUSA, He CBA3aHHble C aHaTOMO-
dusnonornyeckumum ocob6eHHOCTAMMU AETCKOro Bo3pacra, CnocobHbie

npu onpeaesieHHbIX YC/I0BUAX CTaTb NPUYMHOMN Pa3BUTUSA
HapyweHuu ero pyHKLUMU

HaumoHanbHbie PeKomeHaauumn POCCMMCKOro Hay4yHOro MeAuLMHCKOro obuiecTsa TepaneBToB MO AMarHOCTUKe, IYEHUIO U
peabunutaumum nauneHToB C AUCNIAa3UAMU COegUHUTENbHOM TKaHu, 2016, 2017
KomuTeT aKcnepToB Neguatpuyeckon rpynnbl «AMcnnasma coeanHUTENbHOM TKaHW» Npu PoccMiickom HayuyHOM obecTee

Tepanestos, 2014, 2015



B ocHoBe pa3zsutna HHCT u ACT neXat mytauum reHOB, OTBETCTBEHHbIX 3a
CUHTEe3/KaTabon3m CTPYKTYPHbIX 6e1KOB coeaAUHUTENbHOM TKaHU UK
depmeHTOB, YHaCTBYHOLLUX B 3TUX NpOLLecCax, KOIMYECTBEHHOE U3SMEHEHMUe
obpa3oBaHMA NONTHOLEHHbIX KOMMOHEHTOB 3KCTPALLEeNNIONAPHOro MaTpUKCa,
HapyweHua ¢ubpunnoreHesa.

rManypoHaH

apanTepHbif
Genok

XOHAPONTUHCYNbdAT

—

benkoBan
¥ ceppueBMHa
npoTeornMKaHa

uene

Kepatancynbpar npoTeornnkana
=

TpoitHasa cnupansb konnareHa

-

18

KonnareHbl — oaHN N3 Hanbonee obUNbHbIX
6enKoB BO BHEKNETOYHOM MATpULLE U B
CoOeMHNUTENbHOMN TKaHU, NpuaatoLime en
NPOYHOCTb U A0/NTOBEYHOCTb

HanBa)KHenLwWmnin KOMMNOHEHT
BHEK/1IETOYHOM MaTpuULbl — reneobpasHas
cpeaa, popmmpyeman NPoTeor1MKaHamm



NMpusHaku ACT npoABAAIOTCA B TeUeHUe XU3HM.

O B Nepnoa HOBOPOXAEHHOCTU BblABNEHUE
npusHakos ACT MUHMMANBHO

O B 4-5 net - nponancbl KNanaHoOB cepALa

O B 5-/ net — TopakoanadparmanbHbi CUHAPOM,
NAOCKOCTONME, MNOMUSA

O B NOAPOCTKOBOM M MOJIOAOM BO3PACTeE -
COCYAMUCTbIM CUHAPOM U BereTaTUBHas

ANCHOYHKLUUA



AKTYAJIbHOCTDb

ACT conpoBoXaaetca pa3s/IM4HbIMKU
OTK/IOHEHUAMU B PU3NUYECKOM Pa3BUTUM

r
KnnHunyeckne npoasneHma LACT  HacTonbKo

pa3sHoobpa3Hbl, YTO Bpa4y HepeaKo 3aTpyaHAEeTCA
MHTErpupoBaTb MHOXeCcTBO OTAEeNbHbIX
CUMNTOMOB W HE MOMeT yBMAETb 33 HUMMU
| @AVHYIO CUCTEMHYIO NaToNorio

"Hepepnko Takune naumeHTbl HabntoaatoTca y
CneunanncToB pasHoro npoduaa, Kaxabin n3
KOTOpPbIX HA3HAYaEeT CBOE IeYEHME, KOTOPOE BO
MHOTMX CIy4asaX OKa3blBaeTCA HECBOEBPEMEHHbIM

| 1 MaNno3pPEKTUBHbIM

r

Ha3pena aBHaa Heobxoa4MMOCTb BbipaboTKu
MeXANCUUNIMHAPHOro Noaxoaa K
peLeHUuo AaHHON Npobaembl




Kpumuyeckum nepuooom nposaeneHuu ACT
Aena9emcsa NoOpPoCMKo8bIl eo3pacm, Ko20ad
npupocm Koau4yecmaed rnpusHaKkoe
HecocmosamesibHOCMu coeoOuHUMmMes1bHou
MKaHuU moxcem cocmaename 6osaee 300%)!

MopobHan ANHAMMKA obbAcHAeTcA
nporpeaMeHTHbIM XapaKrtepom maHudectaumm
npu3sHakos ACT B nepuos MakCMMaZbHOIro pocCTa
opraHu3ama, CBA3aHHOro C yBennyeHMem obuiewu
MacCbl COeANHNTE/IbHOW TKaHWU



— MOMOYb NPAKTUKYIOLLEMY Bpayy-
neauaTpy U AeTCKUM y3KMM cneuuasimctam
pa3obpaTbca B BONPOCaX TEPMUHOIOINUMU,
Knaccndpurkaumm ACT, 03HAKOMUTb UX C
OCHOBHbIMU NPUHUMNAMU AUATHOCTUKU AAHHOIO
COCTOAHUA



.- e

Hacne ACTECHHOE 3 AdOIeRaHHE
COe THHH TelbLHONH TEAHH

...
e

LpniHaku:

HIMEHCHHA CRCTIETA ¢ BRICORHM POCTOM ¢ - RS v
OTHOCHTEIBHO KOPOTEHM TVIOBHIEM .
JNTHHHBIMHA lliI}.'I-.;L!EJ{-I|.'I-'_l':'-IlLI_"-I.I[ MR IAME

[ApaxHOIaKTHITE :II.F‘ LK
1[') S HOTAK THIHA ]'I'I_'i'I}L!I.ll iIEII[ﬂ-\.llJ]:U Pean M3a L'.Mﬂ

CYCTAROR | MAcTO CROJTHOZOM . mn’lm JOM
JedpopManHANm TPYIHON KISTEH .

- ﬂpKﬂL‘lﬁpﬂ'i]l BIM |{'i.‘i..:-ll'l-fl-1 ' }\-.-'JP-'JH |'1.-"l}|‘| bl TARE re H eT M q e C K M x
MOpaCHNA 17122 . B CEA3M ¢ aHOMaTHAMH
CEPACHO-COCYIHCTON CHCTEMBL epe,THA AETe p MWHAHT
NMPOTOTEHTEMEHOCTE BHIHH CORPAITICH:
MaJ10 3aBUCUT OT
3 3 BHELWWHUX

YCNOBUM B Cy4yae

___ nporu
CTBOPKM
Knanaxa

T HHCT T
T - — . CUHAPOI
, - ﬂ " o TMNEPI

CYCT



Jucnaa3uu coeOuHUMenbHOU MKAHU —
2emepozeHHan 2pynna 3abonesaHuli CT
nosiu2eHHO-MHO20paKmopHoU npupooel,
06veO0uHeHHbIX 8 heHomurnbl Ha OCHoB8e
obwHoCMU 8HEeWHUX u/unu sucyepasnbHbiX
npu3HAaKos, npeobpaszoeaHus KOmMopbsix
rnpoucxoossm 8 meyeHue ecez20 nepuood
nocMHamasAbHO20 OHMo2eHesd,
ompaxcasa 803pacmMHY0 OUHAMUKY
gu3u4ecKo20 passumus




«MOLUATOBbIN» ANTOPUTM AWATHOCTUKU ACT

v’ 1. UcknroyeHue HHCT
v’ 2. KnuHuko-uHcmpymeHmansHoe obcnedosaHue.

BoiaBneHue 2 6 manbix BHewHux (1-i1 stan) u/mnam
BUCL,epPaibHbIX NPOABNEHUIA CUCTEMHOrO
BoBneyeHusn CT c BoBaevyeHuem = 3 pas/INUHbIX
OpPraHoB U3 pa3HbIX cuctem (2-i stan)

v’ 3. AHanu3 podocnoeHoi.

YcTtaHoBAeHUe ¢paKTa HaKoN/eHUsa NPU3HaKoB
CoeaUHUTE/IbHOTKAHHOW NaTON0rNMnU B CEMbE

v' 4. MenamenbHo nabopamopHoe obcnedosaHue.

BbisBAeHne bMoXMmMmmnyecKMx mapkepos
HapyLweHua metabonnsma coegUMHUTENbHOM
TKaHu



bannbHaA oueHKa BHEeWHUX NPU3HAKOB CUCTEMHOTIO
BoBaeyeHua CT y aeteit (CKPUHUHT, 1-i4 3Tan)

| iBHewnmenpmswaku | MK6-10 | Banwi |
1.1. KocTHO-cycTaBHble.

- BopoHKoobpa3Haa aedopmaums rpygHoOM KNeTKu M94.4 3,5
- KnunesmgHaa gedpopmauma rpyaHon KNeTkm Q67.7 2,5
- JonuxocteHomenusa Q87.4 2,5
- CKkonunos M41.0 2
I Kudos M40.0 2
- TMnepmobnnbHOCTb CyCcTaBOB M35.7 2
- BanbrycHaa aepopmaums nepsoro nanabLa CTonbl Q66.4 2
- ApaxHogaKTnnausa Q87.4 15

- dpyraa aebopmauna rpyaHom KNeTkm Q67.8 1,5
- MnockocTtonue Q66.5 1

- MnepnurmeHTaums KOXM HaZ OCTUCTbIMU OTPOCTKaMM NO3BOHKOB L81.9 2
- MoBbilleHHaA PACTAXKUMOCTb KOXKM 1L99.8 1,5
- IKXMMO3bI, NETEXMWN, HOCOBbIE KPOBOTEUYEHMS D69.0 nol,5
- KennounaHblie pybubl L91.0 1,5
- Atpoduyeckue cTpmm L90.6 1,5
- «HaTonTbIWM» HA TbI/IbHOM MOBEPXHOCTU CTOM L91.9 15
- Buaymasn BeHO3Has ceTb L80.0 1

- AHOMANUA NDODE2ARIRAHIG 2VvBOR KO7 2




bannbHaA oueHKa BHEeWHUX NPU3HAKOB CUCTEMHOTIO
BoBaeyeHua CT y aeteit (CKPUHUHT, 1-i4 3Tan)

L ewwwewoww | W0 | G

.,ﬂ,maCTa3 NPAMbIX MbILLIL, }XMBOTA Q79.5 2
. [pblXKa Nyno4Hasn K42.9 2
. Mpblka NaxoBan/MoLIOHOYHaA K40.9 2
. MblLeYyHanA rMnoToOHMA G98.0 1,5

MaKcnmanbHoe Konuyectso 6annos — 42; anarHocTMYeckn s3Haummbl — 2 12




bannbHaa oueHkKa BUCLEPAJ/IbHLIX NTPU3HAKOB CUCTEMHOTIO

BoBsiedyeHua CT y getei (2-i atan)

- OcTeoneHuna BbipaxkeHHaa/ymepeHHas M81.0 2,5/2
- NMMK/ apyrne MAC 134.1 2

- KOBEHUNbHbIN OCTEOXOHAPO3 M42.0 2
- BepTebpo-6a3nnapHas HeA0CTaTOYHOCTb G63.4 2
- Apyrme MAC Q24.8 1.5
- HectabunbHOCTb LLEMHOro oTAeNa NO3BOHOYHMKA Gbh5.3 1,5
- Manbdopmauyma cocyaos D18.0 1,5
- MaTonorna opraHoB 3peHnA (MMONKMA, OTCIOMKA CETYATKMU, aCTUTMATU3M) H52 1.5
[AVNCKMHE3NA KenyesbiBOAAWMX MyTeh Ha poHe aHOManuMm pPasBUTUA K82.8 1,5
. YKeNYHOoro nysbipa
- PaclumpeHme KopHs aopThbl 171.9 1
- HedbponTos nnm nTosbl Apyrnx opraHoB N28.8 nol
- PedntoKkcHas 601e3Hb R21.0 1
- CrnoOHTaHHbIN NMHEBMOTOPAKC J93.0 1
- MerakonoH uam 4onnxocmurma K59.1 no 0,5

MaKcumanbHoe Konnuectso 6annos — 24; AMarHoCTMYECKU 3HaUMMbl — 2 3 OPraHoB B pa3HbIX

cucremax



OueHKa cteneHu TaxXectu AACT no
CyMMapHoOMY uncay 6annos:

lNepBan
cTeneHb

(BapuaHT HopMmb!)

ot 12 npo 20 6annos

BTopan
cTeneHb

ot 20 po 30 6annos

Tpetba 6onee 30 6annos
cteneHb



OueHKa cteneHu TaxXectu ACT no
CyMMapHOMY uucny 6annos:

Cnegyetr nNOMHUTb, UYTO A0OCTOBEPHOCTb
AnarHoctukn _ [ICT BO3MOXXHA TOJIbKO nNpwU

KOMMNNeKCHOM OLleHKe BHELWHUX u
BUCLLEPANIbHbIX MPU3HAKOB, a MNOJaYyYeHue
OYeHb BbICOKUX 6annos Tpebyer

AONoNHUTeNbHon BepnduKauum AmarHo3a Ans
ucknroveHna HHCT




BbIBOAbI

J AuarHoctmka [ACT ABnfAeTcA HeoTbem/IemMom
COCTaBHOM 4acTblo OUEHKM GusnyecKoro
pa3BUTUA AeTen Ha COBpeMeHHOM 3Tane

J PaHHAA  AaunarHoctmka  OCT  onpepenser
30 PeKTUBHOCTb BeAeHMA TaKUX JeTen Cco
CBOEBPEMEHHOU NPOPUNAKTUKOU  pPa3BUTUA
BO3MOXHbIX OCNOXHEHUU U 3amensieHUeMm
nporpeaneHTHOCTU TeYyeHUA AaHHOWU NaToNOorumn



bnazodapum

3a
gHuUMaHue!
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