OO BINO [oHeukun HauuoHarnbHbIn MeauLMHCKUIN
yHuBepcuteT um. M. lNopbkoro?
NHCTUTYT HEOTMNOXHOW U BOCCTAHOBUTENbHOM XUPYPrnm
: nm. B.K. lNycaka?
~ dakynsTeT MHTEpHAaTYpbl U NOCNEANNIOMHOro obpasoBaHus
Kadenpa negmnatpum Ne3

CuHapom Anepca-flaHnoca

\

J

Boppatoroesa E.B.1,
[y6oeasa A.B.1,
KoHoB B.I". 2

[1o0HeLUK,
7 nekabpsa 2022 .



CuHpgpom dnepca-[laHnoca -

“reTeporeHHas rpynmna HacnencTtBeHHbIX
coeaNHUTENbHOTKaHHbIX 3aboneBaHUn Ha
OCHOBE ODLLMX KIMMHNYECKUX MPOSABNEHUN,
npexae BCero CoMeTaHnsa naTtosiormm cepaeqHo-
COCYONUCTON CUCTEMBbI, KOXU U CYyCTaBOB.

=OCHOBHbIE ANArHOCTUYECKME KPpUtTepun.

g *MOBbILLIEHHAA PACTSXKUMOCTb KOXMU,
- *aTpodUYHbIE pyOLbI,
*rMNepModUNbLHOCTb CYCTaBOB.

*PacnpocTtpaHeHHocTb = 1:5000 yenoBek BO
BCEX 3THMUYECKMX rpynnax.

B.A. PymsHuesa, E.B. 3aknasbmuHckas KnuHudeckoe un reHeTudeckoe pasHoobpasve HacrnedCTBEHHbIX AMCMNAas3uii CoeaMHUTENbHON Tkauu // KnuH. n akcnepumeHT. xvp. XKypH. M. akag. B.B.
Metposckoro. 2015. Ne 2. C. 5-17. KagypuHa T.U., NopbyHosa B.H. [ucnnasuns coeanHWTEnNbHOM TKaHW: pyKoBOACTBO Ans Bpayen. — Cl16.: AN1BU-CI6, 2009; ApceHTtbes B.I., KagypuHa T.U.,
Abbakymosa J1.H. HoBble npuHUMNbLI AnarHOCTUKKM 1 knaccudmkauum cuHgpoma Anepca — [Janno // Meanatp. — 2018. — T. 9. — Ne 1. — C. 118-125. doi: 10.17816/PED91118-125




CuHpgpom Anepca-faHnoca

*Bbligenatot 6 TMnoe cuHapoma:
*KJlaccuyeckuu,
*rMNepMoOUnbHLIN,
*BaCKYIAPHbIN,
*KUADOCKONTMOTUYECKUNH,
~apTpoxanasug,
-JepmMocnapakcuc.

=OHN UmetoT Pa3JiMviHyrO 3TUOJTOTUKO, TUT
HaclrieaoBaHUA U KIMMNMHNUYECKYHO CUMITTOMATUKY.

*Hanbonee pacnpocTpaHeHbl KITaCCUYECKNN U
rmnepmoduneHbiv TMNBLI (= 1 Ha 10 000 4yernosek).

KapypviHa T.W., F'opbyHoBa B.H. [lucnnasvs coeamHUTenbHOW TKaHW: pykoBoAcTBO Ans Bpadven. — Cl6.: NIBU-CI16, 2009; ApceHtbeB B.I., KagypuHa T.U., A66akymosa J1.H. HoBbie
NPUHLUMMBI ANArHOCTUKU U Knaccudmkauum cuHapoma Anepca —[anno // Meguwatp. — 2018. — T. 9. — Ne 1. — C. 118-125. doi: 10.17816/PED91118-125




Tabnnua 1. OCHOBHSIE OPrarb-MALEKY LAR DAIHSIX THNOS KOANAreHa

[ Homa, KoCTH, CyXOMMARS, 3y0s, CKAGPH, OPrakk CAYXa, CTDONE BHY-
TDEHHHX DDraH08
1 ! 13  XpaLl, HeKNO3IBOHKOBEE LHCKN, CTEKNOBHAKOR Ter0
[11 5 Cocyael, KOMa, NErkue, KKWEYHIK, NeYRHs, MOYSBOH NYIsIDs, NOYKK,
CTPOME BHYTPEHHIX 0Draxos
v b 5 o4k, OPTakb CAYXE, OPrany IPEHIA
V 3 2 Komea, ROCTH, XDAW, COCYA, MKTDENSHER KNZD2H, XODHOH, 3MHKOK
VI 3 2 KpomemorHsie coCyRl, MONEBOR NY3WPh, NOSKH, RETXKE, CRENETHE
MBS, CBAIKK
Vi 1 g KoMz, HOITH, NOAOCTL PT2, OPFaHs! IPEHMA, XOPHOH, MKKOH, NMWLEOA
VIl 2 2 Poroanuz taaza, 3kpcTenti
[X 3 4 ApAu, CycTasel, nexnomuowue A CHY, CTRXAOBHAHOE Tens
4 1 2 Xpauw, Koct
'XI | 3 8 XDl CTEANOSMAHOR TRAD, ORIEK CAYXA, MERNO3BOHOHKOBHE ANCKM
Xl 1 2 Koz, wormw, 3y6s
XVl 1 1 Oprane 3pexus
Becero 28 69 HoCTHaR, CepaevHo-COCYANCTA, MOBRUASANTRASHAR, MEIBEYHAN,
SpOKKONErouNas cucmu, POTOB2R NOAOCTS, 3G, KENYAOKHO-Ki-
e s gﬁ:‘ ?agimewb.x B R L e i o i T

B.B. Metposckoro. 2015. Ne 2. C. 5-17. KagypuHa T.U/., FopbyHoBa B.H. [lucnnasus coegmHuTenbHoM TkaHW: pykoBoAcTBO Ans Bpaven. — Cl16.: JIBU-CI6, 2009



Tabnwua 3. Knaccudrraums crnaposa Inepcz-akno

[HNepPacTEmMNOCTE HOMY, MMNepNobnne-

V. Cocypmersi

(eacuynspuud) Tin

[1d3KaA NEToN0inA

OfwipHuE KPOSOKIRKAHYA, Pe3pues
CTEHOK COCYROB ¥ NOABX 0Pranos,

[LKnaccuseckni Tin Busgnexme myrayui
HOCTh C\CTABOB, 2TDOGHYMEER pyiLs 8 resax (OLSAT v cmsaz

IA. Cuuapon, Kanomkkaowsd | To e, 70 1 0pW KAZCCHYECKOM THNE AP Busanenue wyrauwi

KNZCCHNECKHR THD, cassannsll | C3[L wo D23 arpodmuksx pybiuos 8 rexe TNX8

¢ AedHuKTON TeKaCURKa X '

18. Knaccwyeckwi tvn T M2, V70 M NPY KABCCHYRCKOM THNE AP Beiranesqe mytaumd

C TRHENHM NOP2HEHMEM C3[, Ho C TAMENHM NODIMEN KN g rewax (OL1A1

CRPAEVHBIX KNRN2KOB CEDABMKLIX KARNAHOR w COL1AZ

11, fnepuobuabhe [#nepNoBHABHOCTS KPYNHEIX # MENKMX All Bunanesue myTaurd

| CYCTABOE, XPOKKYBCKKE apTPanru ‘ 8 rexe TNX8

II1, Kn@ockoanoTryeckn® Ten | MuWweysas renoTOKKS, KRQOCKONHO3, AP Briraaesde wyrayrp

y rene PLODI

XAPEKTEPHUH DenoTIN

V. ApTpoxanaiun TRMENZA FeHEPaNK3I0BAHHN TMNEPMO- Al Busanexpe wyraymi
GHNBHOCTS CYCTEB0S, SPORURHHSIR B resiax (OL1AIn COLIAZ
3uBrx Geapa

VL. flepmarocnzpacuc (TCNMBI0WZRCA, PBYIAACK KOME, AP Bunmnexve wyrauud
KPOBOMINMAKIA 8 rexe AQAMTS2

NphMedanne, 30eco 1 & 1abn, &: ALl = Sy10CONH0-20MVHANTHMUE, AP — SyTOCOMNO-PELECCIENSI,




CuHpgpom Anepca-[laHnoca:
KNnacCu4yeCcKum tvn




7mCUHApPOM Anepca-faHnoca:
‘ rmnepmMooOurnibHbIN TUM




CuHpgpom Anepca-[laHnoca:
KU(POCKONTMOTUYECKNUN TUIN




CuHpgpom IAnepca-faHnoca:
AepmMocnapakcuc




CuHapom Anepca-faHnoca:
COCyAUCTbIN TUN

*['eH KapTMpoBaH Ha
Xpomocome 2031.

=[ledpekT reHa konnareHa lll
Tmna (COL3A1; 120180).

*Tun HacregoBaHUS -
ayTOCOMHO-AOMMHAHTHbIU

=UHacTtoTta BCTpe4yaeMoCTu -
= 1:100 000 HaceneHuga




CuHpgpom dnepca-[laHnoca:
COCYyAUCTbIN TUN

=ITNoNornyecknn dpaktop - mytaumm B reHe al-
uenu konnareHa lll Tmna - COL3AL.

*MyTauun npuBogAaT K HApPYLLEHUIO CEKpeLnn U
NOCTTPAHCNALUMOHHON MogndUKaLMM KonnareHa.

*MyTauun B JaHHOM reHe onucaHbl TakKe npu
CEMEUHbIX apTepunanbHbix aHeBpusmax (OMIM
100070) n aoptanbHOU paccnaneatoLlencs
aHeBpu3Me, CBA3aHHOW C reHepann3oBaHHOW
dnbpo3Ho-mbievyHon gmucnnasuen (OMIM 135580).




CuHpgpom Anepca-faHnoca:
COCyAUCTbIN TUN

XapaKTepHbIN EHOTUN (MHpopMaTUBEH Y B3POCHIbIX
NaLneHToB, Y AeTell He BblpaXKeH):

*Y3KNUN HOC,
*TOHKUE TyObil,
*HaTAHYTaqa KOXa,
*BNaBLUNE LLEKM,

*3K30(bTanbM, 00yCnoBieHHbIN
CHUXKEHMEM NOOKOXXHO-XXMPOBOrO CIIOS.




CuHpgpom dnepca-[laHnoca:
COCYAUCTbLIN TUN
'I'VIFIepMO6I/IJ'IbHOCTb CyCTaBOB MNaJibLi€eB,

"TOHKad MalnopacTaxXmnMmasa KOxKa,

=*CKINMOHHOCTb K KPOBOTEYEHUAM, KPOBOU3MUAHUSAM,
SKXMMO3aM,

"yrpo3a pa3pbiBa KPYMHbIX apTePU 1 NOIbIX
BHYTPEHHNX OPraHoB.

l'emopparnyeckmit

O\, mmcyabT 30poBan Bena Bapuxosnan sena CWH‘QPOM 3nepca— [laHocca

\]

Kponu B TRanmn




CuHpgpom dnepca-[laHnoca:
COCYAUCTbLIN TUN

*Hanbonee 4yacTble NposiBNEHNA COCyanCTON popMmbl
cnHgpoma JAriepca-LanHnoca - uepebpoBacKynspHble
aHomManuu, kotopble BcTpedarorca y = 40%
NnauneHToB, Yalle B Monogom Bo3pacte ny 25% B

BO3pacTe 40 roga.

SEPETEHOBMA- MELWKOoBMAHAN MEeLWKOoBWAHaN U Bepe- ﬂCGBAO
A9 aueanuama AMEADUAMA  TAHORUNHAR AHSANWIMA AHAANDWMAM




CuHpgpom dnepca-[laHnoca:
COCYAUCTbLIN TUN

"KaBePHO3HbIE aHEBPU3MbI N PUCTYNbl COHHbIX
apTepuu,

"KaBepHO3Hble PUCTYIbl KOPOHAPHbIX apTEPUN,
KOTOPble BO3HUKAIOT CMOHTAHHO;

"aHeBPU3MbI BepTebpanbHbIX apTepun (NpMBOAAT K
MaCCUBHOMY BHYTPUYEPENHOMY KPOBOUINUAHUIO)
, s | >~

JNlesan KopoHapHan apTepuA MNpasan KopoHapHan apTepua

VUM OKETYIONKOM. KCHCTpacTHPYWICH pnm AMAETHPOAK
MOROKEIYIONNOBEN  BETHE €O COPOCOM  KUBTRBCTIOND Doy nnM




CuHpgpom Anepca-faHnoca:
COCyAUCTbIN TUN
*|13BeCTHbI HAbNAEHUA Pa3BUTUS

NevYeHO4YHbIX U CEJIE3EHOYHbLIX
apTtepunaribHbiX aHEBPW3M B MOJ1040M

BO3pacTe

= PacwunpeHne BeH
HMXKHUX KOHEYHOCTEeU

TpuceeTtoBa E.J1. KnuHuyeckne npusHakm cuHapoma 3Anepca — [laHno u anepconogobHoro deHoTuna // MeanumHckme HOBOCTU. —
2018. — Ne4. — C. 58-64.




CuHapom Anepca-faHnoca:
COCYAUCTbIN TUN -
XXMU3Heyrpoxatllee 3aboneBaHne BCneacTBme
pucKa paspbliBa CTEHOK COCY0B CpeaHEro U
KPYMNHOro Kanmopa 1 CTEHOK MOoJSibIX OpraHoB

(KNLLIEYHMK, MOYEBOM MY3bIPb).

54 roaa Puc. 1. A — pOROCAOEHZA
CeNse C 5 — MPT
pe\.e aC (1 rog)
T MHOMECTRSRHEIM ¥
54 ropa 43 ropa SHSEDMIMA MY

| = 45 ner.
I BHesanxas
CMEDTH
28 ner.
Npu3Hasm uucnna3uu CY:
MHO -o «Nan#® pocHEX* DyGyos,
oTpe Bup AXSHHIA COCYLH cran
’ caTe a rpvs u.n HNeTHe,

QOJ SWoS HOAVYECTED IX¥HMO308
r
1ron ¥po a...ﬂoh &»(O'S

S2D0MHEO3K HIMEHEHHBIE COCYoN
ua Brorax

Odp.a-nawv:-cn nnnnnnn T
(MysRSrHS, ».EHLuAHa

803DacT, DRAOM HAANKTH
’ ’ c =anobamw

Ymegouwvia naumesT
BA PyM;lHu,eBa, E.B. 3aknsasbMuHckas KnnHnyeckoe 1 reHeTuyeckoe p ooooo Opa3une Hacne, [CTBEHHbIX

ccccccccccc OVNHUTENBHON TKaHW // KnuH. n akcnepumeHT. xup. XKypH. akag. b.B. lMetpos
2015 Ne 2. C. 5-17.

-




Knnuunyecknm cnyyam PebeHok I, 12 neT

XanoObI Nnpu NOCTyNMeHNN: NPUCTynbl FONTOBHOM B0, rONOBOKPYKEHUE,
6r1egHOCTb HOCOTyOHOro TPEyronbHUKa NPU Pe3Kou NepeMeHe NosIoKEHUS
Tena; BANOCTb, COHMMBOCTb, METE03aBUCUMOCTb, NPecuHKonarnbHbIe
COCTOSAAHMSA B aHaMHe3€e; CHUXXEHHbIN anneTuT, HENPUATHbLIW 3anax M3o pTa
YTPOM, OTPbIKKY BO3OYXOM, CIRIOHOTEYEHNE B HOYHOE BPEMS, NEPUONYECKN
6onb B NnpaBoM nogpedbepbe nocrne eabi.

Habntogaetca ¢ 5-netHero Bo3pacTa. [locTtynaet noBTOPHO.

Llenb rocnutanusauymn: yTo4MHEHME AnarHo3a u cocTaBneHust nevyebHo-
peabunutTaumoHHOM nNporpaMmmbl

AHamHe3 3aborneBaHus

[TaumneHT Haxoguncsa B oTaeneHnn OeTCKOM Kapanonorum u
kapanoxupyprum MHBX um. B.K. 'ycaka ¢ aHanorndHbiMm xxanobdamu rog
Hasag.

BeinncaH ¢ KNMHNYeCKMM AnarHo3om: AptepunansHasa rmrnoTeH3uns.
BeptebpobasnnapHas HeagoCTaToO4MHOCTb apTepuarnbHOW CUCTEMBI Ha
doHe HeCcTabuUnNbHOCTK LWEWHOro oTaena no3soHo4vHuKa (C2-C3, C3-C4,
C4-C5), akcTpaBasasribHas KOMNPeCcCcus NO3BOHOYHbLIX apTepUN.




AHamMHe3 3aboneBaHus

Con. anarHo3: [lucnnasus coeguHnTenbHom TkaHu | CcT. (anepconogobHbIN
doeHoTUn): BUAMMas BeHosHas cetb, [NTMK ¢ mutpansHon peryprutaumen |l
C.T, aHOMasibHaga xop4a B NeBOM XeNyaoo4Kke; CKonmoTuyeckasa ocaHka;
rMNepPMOOUIbHLIN CYCTaBHOM CUHOPOM; NSIOCKOCTONNE; HECTAbUITBHOCTb
LLEMHOro oTAderna No3BOHOYHMKA; BepTebpobasnnsapHas HegoCTaTOYHOCTD;
[ OPb, kapgmnoanadparmaneHbii cuHgpom, IXKBI Ha dooHe gedhopmaunm
XKEMYHOro Ny3blps; KOoNTo3, NTO3 Noneped4Hoob0404HON KULLIKNY;
O0NMUXocurMma; TONCTOTOHKOKULLIEYHbIN pedritokc, aHoManua npopesbiBaHns
3yboB; paclunmpeHne y4acTkoB BEH. XPOHUYECKNUN TOHIUSINUT, PEMUCCUA.

[Tocne BbinMcKkn obcnenosaH B PecnybnukaHckoMm cneuuann3mpoBaHHOM
LEHTPE MeOULMHCKOW reHETUKN K NpeHaTtanbHon guarHoctnkn M3 OHP.

3akrnr4eHue: y pebeHka nmeetcsa runepmMmodunnbHOCTb cycTtaBoB (9 6annos
no wkarne bentoHa), HecTaburbHOCTb LWENHOIO OTAeNna NO3BOHOYHMKA B
cermeHTax C2-C3, C3-C4, C4-C5, ckonnotnyeckasi ocaHka, npoaosibHoe
NSI0CKOCTONME; Nponanc MUTparbHOro KrnarnaHa ¢ MUTpasnbHOM
peryprutaumen Il cT., konontos, NTo3 nonepe4yHood0oa4YHON KULLKW; BUanMmas
BEHO3Has CETb, paCLUMPEHME YHAaCTKOB BEH, CKITOHHOCTb K CMIOHTAHHbIM
akxumo3sam, 'OPb, [IDKBI1 Ha dooHe gedopmaunm xenyHoro nysbip4.




3aKnr4yeHue reHeTuKa

[Mo pe3ynsratamMm BMOXUMUYECKNX UCCIea0BaHUN YPOBEHb NPOSnHA,
OKCUMPOSiMHa B KPOBU N CYyTOYHOMN MOoYe B HopMe. YpoBeHb Al B cyTouHOM
Moye B Hopme. OTMeYaeTCsi CHUXKeHME YPOBHS 0ODLLIEro Kanbums B KpOBU A0
2,07 mmonb/n (Hopma 2,2- 2,70).

[Mo pesyneratam OHK-gunarHoctmku nonimmopdunama reHoBs goosiaTHOro
LKA BbIABMEHbI.

=annenb pucka 66G reHa MTRR B roMO3UIrOTHOM COCTOSIHUM,

"ansiens pucka TpomoouuTapHoro peuenTtopa K konnareHy ITGA2,

=annenb pucka Alu-anemeHTta B reHe ACE B roMO3MroTHOM COCTOSIHUW.

[MpucytctBue B reHoTune annena G reHa MTRR MOXeT npmBoanTb K
NOBbILLEHHOMY HAKOMMEHUID 20Moyuc2eUuHa i K MUKPOUUPKYIISIMOPHbIM
u mpombomu4yecKUM OCJIOXHEHUSIM rnpu pa3fiuvyHbIx 3abosiesaHusix.
BrnnaHne nonnmopduama ycyrybnsaerca gedpuumntom sutammHos B12 n B6.
AHIMOTEH3NH-KOHBEPTUPYOLWKNA dpepmeHT (ACE) rugponnayet gekanentug
aHIMOTEeH3MH-1 B Ba3onpeccope aHrMoTeH3uH-Il, YTo nrpaet BaXkHy ponb B
perynauun ALl n nogaepxaHnm 6anaHca anekTponuToB, Takke BNUSET Ha
dbnbprnHONKN3, akTUBaUUIO N arrperaymio TPOMOOLINTOB.

Takum obpasom, nmetowasaca y mans4mka CoBOKYNHOCTb NMONMMOpPdn3MoB
EHOB MOXET NPUBOANTL K MOBLIWEHHOMY PUCKY pa3eumusi UHCYJIbma,
mpomb6oobpa3oeaHusi.




3aKknr4veHue reHeTuKa

B cemeuHoM aHamMHe3e:

=neaywka pedbeHka no JIMHMKM MaTepu NePeHeC NHCYNLT, Yepes3 HEKOTOPOoEe
BpeEMS YMeEP OT MH(papKTa Muokapaa;

*6abyLwka no nuHun matepu - UbC, runeptoHnyeckasi 6onesHb.

*MaTb pebeHka - BCL no cmelwuaHHOMY TUny.

Koarynorpamma: INTW — 103%, donbpuHoreH — 2,5 r/n,
Tp.Bp. — 7,4"; aktnBHocTb VIII paktopa — 88 (N 50-200);
akTMBHOCTbL IX dpakTopa — 72% (N 50-200).

*ArperaymoHHasi cnocobHocTb Tpombountos (ALD,
KosinareH, pUcToUeTMH) — CHUXKEeHUe arperayMoHHOM
cnocodbHocTu TpomboumutoB ¢ ALlD.

| CoBoKyNHOCTb (heHOTUNMYECKUX,

Koxka raneHe# nocne KIMHWYECKUX, NaBopaTopHbIX NPU3HAKOB U
ATpEl € MAOM («yTOOM»)  rapegnoryyeckme AaHHbIe YKNaabIBaloTCs B
cuHapom Anepca-fannoca (Q 79.6).

N3 cobcTBEHHOTO apxuBa




Cnacubo 3a Bawe BHumMaHue!

I'pwropmmq 0.B.
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