N

«[JOHeLKN rocyaapCTBEHHbIN
BepcuteT um. M. opbkoro» M3 PO

eapa negnatpun N23

Al
~ Cunapom djepca-/lanio




CunHapoM 3dnepca-LlaHnoca - 3TO reteporeHHas rpynna

CUCTEMHbIX HacneacTBeHHbIX 3aboneBaHnin, 0bycnoBsieHHas
MYyTaUMUSMUN B reHax KoJiiareHa.

BeayLime anarHoCTuyeckme rnpusHaku:
* TMNEepP31aCTUYHOCTb KOXMU

* r’MNepmMobunbHbIN CyCTaBHOW CUHAPOM




I 2 14
II 1 13
III 1 5
IV 6 5
Vv 3 2
VI 3 2
VII 1 9
VIII 2 2
IX 3 4
X 2
XI 3 8
XVII 1 2
XVIII 1 1

Bcero 28 69

KoXa, KOCTU, Cyxoxunus, 3ybbl, CKnepbl, opraHbl cnyxa, cCTpoMa
BHYTPEHHUX OpraHoB

XpSw, Mexno3BOHOYHbIE ANCKKN, CTEKSIOBUAHOE Tesio

Cocyabl, KOXa, Nerkne, KNWe4YHnK, nevyeHb, MOYEBOM My3blpb, MOYKH,
CTPOMa BHYTPEHHUX OPraHoB

[MoYKK, opraHbl C/yxa, opraHbl 3peHus
KoXa, KOCTU, XpSsiLll, COCYAbl, MUTPasbHbIA KfianaH, XOpMOH, aMHUOH

KpoBeHOCHbIE COCYyAbl, MOYEBOW MYy3blpb, MOYKN, NEFKNE, CKENIETHbIE
MbILLbl, CBA3KMW

Ko>a, HOrT1, MosioCTb pTa, OpraHbl 3peHUS, XOPUOH, aMHUOH,
NULWEeBO/

Porosuua rnasa, aHAO0TeENnNn
XpSill, CyCcTaBbl, MEXMNO3BOHOYHbIE ANCKUN, CTEKIOBUAHOE TENo

XpSL, KOCTU
XpSLl, CTeK/IOBUOHOE TeNno, OpraH coiyxa, Mexno3BOHOYHbIE AUCKU

Koxa, HOrtu, 3y6bl
OpraHbl 3peHuns



3ab6oneBaHue

OAnarHocTtnuyeckue Kputepmm

Tun HacnepoBaHuUsA

AHK-aAnarHocrtuka

I. Knaccuueckumm tmn [[MNeppacTaXXMOCTb KOXU, AL BoisBneHne mytaumm B
rmnepmMobubHOCTb CYCTaBOB, reHax COL5A1 n COL5A2
aTpodunyeckue pyobubl

IA. CuHOpPOM, HanoMUHaWKMA | To XKe, YTO NpU KacCMYeCcKoM Tune AP BoisBneHne mytaumm B reHe

KJlaCCMYeCKnmn Tun, cesasaHHbin | C3/, Ho 6e3 aTpodunyecknx pybLoB TNXB

C AedpnunToM TeHacumHa X

IB. Knaccmyeckuum tmn C To e, YTO NpU KNacCUYECKOM TUMne AP BoisiBneHne mytaunm B

TSXENbIM NOpa)XeHnem C2/[1, HO C TsXenbiM NopaXxeHneMm reHax COL1A1 n COL1A2

cepAeyHblX KjlanaHoB cepAeyHblX KjlanaHoB

II. T’MnepMobunbHbLIN MMNepMobubHOCTb KPYMHbIX U Al BoisiBneHne mytaumm B reHe
MeNIKUX CYyCTaBOB, XPOHMNYECKUe TNXB
apTpanrmm

ITI. Kngpockonmotnyecknum tmn | MblweyHas rmNOTOHNA, KOPUCKONNO3, AP BoisiBneHne mytaumm B reHe
rnasHagd nartonorusa PLOO1

IV. Cocyancrbin O6wWwMpHbIE KPOBOU3JIUSAHUSA, A4 BbifiBJieHMe MyTaLuu B

(BackynsapHbin TMN) pa3pbiBbl CTEHOK COCYAOB U NOJbIX reHe COL3A1
OpraHoB, XapaKTepHbii cpeHOTUN

V. ApTpoxana3us Tdaxxenaa reHepann3oBaHHas Al BoisiBneHne mytaunin B
rmnepmMobumibHOCTb CYCTaBOB, reHax COL1A1 n COL1A2
BpOXXAEHHbIN BbIBUX 6eapa

VI. [lepmaTocnapakcuc OTcnavBaroLWasncs, pByLLAsca KOXa, AP

KPOBOU3JTNAHNA

BbisBneHne MmyTtaumi BﬂeHe
ADAMTS2



CuHapoM dnepca-AaHnoca:
KJ1aCCUYECKUMN TUN

[MNeppacTsIXXUMOCTb KOXU U
aTpodpunyeckune pyobusbl.

[[eHepann3oBaHHa4d
rmnepMobunbHOCTbL CYyCTaBOB.




CvHaApOM Onepca-
daHnoca:
rmnepMmobunbHbIN TUIN




CvHapoM Dnepca-[laHnoca:
KNMPOCKOJIMOTUYHECKUN TUN

BpoXaeHHaa MblllevyHas
rTMNOTOHUA.

BpoXXAeHHbIN NN C paHHUM
Ha4ya/10M KNPOCKOIMNO3
(NnporpeccupyroLwmnm nnm He
nporpeccupyroLwmn).

fMNepMobUNbHOCTbL CYCTaBOB C
ancnokaumamm/noaBbiBUXamm
(nnieyeBow,

Tazo0beapeHHbIN, KONEHHbIN).




CvHapoM Dnepca-[laHnoca:
apTpoxana3us

Bpo>xaeHHasa ABYCTOPOHHSAS
ancrnokauuns tazobeapeHHbIX
CYCTaBOB.

Tskenbln rmnepMobunbHbIN CUHOPOM
C MHOX>XeCTBEHHbIMU
ancnokaumamm/noaBbiBUXaMM.

[ MNeppacTAXUMOCTb KOXMW.



" ) .  OYeHb pbixniasi, HerpoyHas
CuHppom dnepca-AlaHnoca KoXa, aTpoduyeckme pybLibl

He obpa3ytoTcs

aAepMmatocriapaKCuc

*onucaHo 10 cny4vyaeB B MUpe



CuvHapoMm dnepca-[laHnoca:
COCYAMCTbIN TUN

MyTauusa B reHe al-uenu KosnareHa
IIT Tvna - COL3A1l

HapyLUeHWe cekpeLumu u : .,

o eMopparngecKui
MOCTTPAHCISALMOHHOM R —
MoaudUKaLMKN KosslareHa P

/ Pa:
. ! a3pbIB
» : -,
‘ p KPOBEeHOCHBIX

HacTtoTa BCTpeyaeMoCTH
~ 1:100 000 HaceneHusn

KpPOBHN B TKaHN
TOTOBHOTO MO3ra




CvHapoM Dnepca-[laHnoca:
COCYAMCTbIN TUN

bonbLie AMarHoCTuYecKme Kpurtepum:

1. TOHKasa npocBeymBaLLaa Koxa C
NPOCTYynakLWmMM BEHO3HbIM PUCYHKOM.

2. [lpeapacnonoXXeHHOCTb K COCYAUCTLIM,
KULWEYHbIM M1 MAaTOYHbIM pa3pbiBaM UINU
cnabocTu.

3. Jlerkoe o6pa3oBaHne CUHAKOB, PaAHUMOCTb U
KPOBOTOUYNBOCTb.

4. XapakTepHble 4yepTbl nnua (bonbline rnasa,
MaJsieHbKn NnoabopoaoK, TOHKNUN HOC U ry6hl,
MArkue ywm) n ManeHbKnmn pocr.

—\]



CuHapom Dnepca-[laHnoca: cocyamcTbin TUN

Manble AMarHOCTUYEeCKUEe KputTepum: -
1. NMpexaespeMeHHOe CcTapeHne KoHeYyHocTen (akporepus). = " 2‘
2. T'nnepMobunbHOCTb NPENMYLLIECTBEHHO MaJsiblX CYCTaBOB \ L%'”’
(MeXxxdanaHroBbiX U MNACTHO-(a/IaHIOBbIX CYCTaBOB KUCTKN). ' {Ed
3. Pa3pbiB CYyXOXWUTUN U MbILULL. Y )', o

. DKBMHOBapycHada gedopmauymsa ctonbl (KOCOSIANoCTb). 'L “

4
5. PaHHee BapuKO3HOE pacllupeHne BeH.

6. ApTepnoBeHO3Has KapoTUAHO-KaBepHO3Haa PUCTya.

7. [NTHeBMOTOpaKCc/MHeBMOremoTopakc. ,
8. PeTpakuuna (ocepaHue) aeceH, nx HegopassBuTue.
9. OT4aroweHHbIN ceMenHbIN aHaMHe3, BHe3anHas cMepTb
6M3KUX pPOACTBEHHUNKOB.

\ ‘




[MauneHT ., 17 net

T\ Xano6bbl Npu NOCTYN/IEHUMN:

,J’Q‘..NA o
———— .

[aBdawaa 6onb B obnactu cepaua, BO3HMKAKLWaa BO BTOPOU
NoN0OBMHE AHSA, 4Yalle nocsie obena, NpoxXoAUT CaAMOCTOATESNIbHO;
NpUCTynbl rosioBHoW 605K, ronoBoKpyxeHune, 6neaHOCTb
HOCOrybHOro TpeyrosibHMKa u noTeMHeHue B rnal3ax npu pe3kou
nepeMeHe NOI0XKEHUS Tena; BAJIOCTb, COHJINBOCTD,
MEeTe03aBUCUMOCTb, MpecuHKoMnasibHble COCTOSAHUA B aHaMHes3e;
n3bupaTtenbHbIN anneTuT, nepuoaANYecKMM OTKa3 OT enbl,
HENPUATHbLIA 3amax W30 pTa YTPOM, OTPbIKKY BO34YXOM,
C/IlOHOTEeYeHMe B HOYHOE BpeMs, nepuogmyeckm 6onb B npaBoMm
nogpebepbe nocne enbl; c1abocCrtb, NOBbILLEHHYIO YTOMISIEMOCTD;
60N1b B MKPOHOXHbIX MbllILUAX K KOHLY JAHS, nepunoanmyeckue
CUHAKM Ha KOXe, BO3HMKawLllMe nocsie He3HauyuTeNbHbIX TpaBM
WU CMOHTAHHO.

— 13




AHaMHe3 3aboneBaHuA:

[TaumeHT  Haxoawuncs B OTAENeHUU  OEeTCKOWU Kapanonormm "
kKapanoxupyprum UHBX uMm. B.K. 'ycaka C aHanornyHbiMu >Xxanobamu roa
Hasaa. BbeinmmMcaH C KJ/JAMHUMYECKMM  gMarHo3oM:  ApTepualibHas
rmnoTteH3nsa. BepTebpobasumngapHass  HeaoCTaTOYHOCTb  apTepuasibHOWU
CUCTeMbl Ha oHe HeCTabuNbHOCTU LIEMHOro oTaesia No3BOHO4YHMKa (C2-
C3, C3-C4, C4-C5), skcTtpaBasasibHass KOMMNpeccusi MO3BOHOYHbIX apTeEPUMN.
Con. gnarHo3: [Ancnna3snsa coegnHutenbHon TkaHu I cT. (anepconoaobHbIN
deHoTUN): BnAMMaa BeHo3Haa ceTb, [TMK ¢ MuTpanbHOU peryprutaumen II
C.T; aHOMajsibHasl XopAa B J1IeBOM XXeflyaodkKe;, CKONMOTUYeCcKasas OcCaHKa;
rMnepMoOunbHbIM CYCTaBHOM CUHAPOM; T[JIOCKOCTOMNME, HecTabusibHOCTb
LUIENHOrO OTAeNna MO3BOHOYHMKA; BepTebpoba3mnsgpHass HeAOCTaTOYHOCTb;
[OPb, kapavoanadparmanbHbin cuHapoMm, KBl Ha ¢oHe aedopMauunm
XXeSITYHOro ny3bIps; KOJIONTO3, MNTO3 Mnornepe4yHoob0404YHOU  KULLKWU;
NONNXOCUIrMa; TONICTOTOHKOKULLEYHbIN pedsitoKC, aHOManna npope3biBaHUS
3y60B; pacllMpeHmne y4yacTtkoB BeH. XpOHUYECKUN TOH3UNUT, PEMUCCUA.
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3aknoyeHue: Yy pebeHka wumMeeTca rmnepModbubHOCTb
cyctasoB (9 6annoB no wkane bewntoHa), HecTabwsibHOCTb
LUEMHOIrO OTAesia No3BOHOYHMKA B cerMeHTax C2-C3, C3-C4,
C4-C5, ckonnotmnyeckass ocaHka, NpoAosZibHOe M/I0CKOCTOMNue;
npoJsiarnc MUTPasZIbHOro KsianaHa ¢ MUTPaJZIbHOW peryprutaumen
II cT., KONonTO3, NTO3 nMonepe4yHooboAYHON KULLKWU; BUANMAS
BEHO3Hada cCeTb, pacliMpeHunme Yy4yaCTKOB BeH, CK/IOHHOCTb K
CMNOHTaHHbIM 3kxXuMo3aM, DPb, OAXKXBI1 Ha doHe aedopmMaumnn
XXeN4YHOro ny3blpA.

[Mocne BbiNnnckn obcnenosaH B Pecnyb6sinkaHCKOM
cneyunann3MpoBaHHOM LLeHTpe MegnLNHCKOMN
reHeTuKu N npeHarasibHon gnarHocrmkm M3 JHP

— 15



3aKJ1lo4YeHUe reHeTmka

[1o pe3ynbTaTaM 6MOXMMMNYECKNX UccnenoBaHnn
YPOBEHb MPOJINHA, OKCUMPOJSIMHA B KPOBU U
CYTO4YHOMW MoYe B HopMe. YpoBeHb Al B CyTOUYHOM
Mo4e B HopMe. OTMe4daeTCcsa CHUXEeHUe YPOBHS
obulero kKanbumna B kposn Ao 2,0 mmosnib/n (HopMma
2,2-2,7).

Mo pe3synbTatam AHK-gnarHoCTUkKu nosimMopdusMa reHoB

d0NaTHOro UnK/1a BbiSABJI€HbI:
=aninenb pucka 66G reHa MTRR B rOMO3UIOTHOM COCTOAHWUMN,

=annenb pucka TpomMboumnTapHoro peuentopa K kosanareny ITGA2,
=annenb pucka Alu-anemeHTa B reHe ACE B roMo3uUrotHom

COCTOAHUMN.
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3aKJ1lo4YeHUe reHeTmka

[TpucytcTtBue B reHoTune annensd G reHa MTRR mMoxeT
NPMBOAUTL K NMOBbLILLEHHOMY HaKOMJIEHNID 20MoyuUuca2euHa v K
MUKPOUUPKYIISIMOPHbLIM U MPOMb60mMu4YeCKUM OCJI0XKHEHUSIM
npu pas3sniu4yHbix 3aboneesaHusix. BnuaHue nonumopdunsma
ycyryonsietca gepuymtom ButammHoB B12 n B6. AHIMOTEH3MH-
KoHBepTUupyowmnm depmeHT (ACE) rugponusyet gekanentmag
aHrMoTeH3nH-1 B Basonpeccope aHrMoTeH3uH-1l, 4To nrpaet
BaXXHYIO posib B perynaunu ALl n nogaepxaHum dbanaHca
AIIEKTPONUTOB, TaKKe BIUSET Ha PMOPUHONKN3, akTUBaALIUIO U
arrperaumto TpomboLmnTOB.

Taknum obpasom, MMeKLLLAsACs Yy Marnb4ynka COBOKYMNHOCTb
nonMMopnU3MOB reHOB MOXET NMPUBOAUTL K MO8bILUEHHOMY
PUCKY pa3eumusi UHcysibma, mpomb6oobpa3oeaHusi.

—\/



B ceMeHOM aHaMHes3e:

=MamMa pebeHka - BC/[] no cMewaHHOMY TUNY

=6abyLwika no nuHMM matepu - UbC, runeptToHmnyeckas
60ne3Hb, NUHCYNbT.

=neaylwka pebeHka rno TMHUM MaTepun nepeHec NHCYbT,
yepe3 HEKOTOpoe BpeMst yMep OT UHdapKTa MMoKapaa;

CoBOKYMHOCTb (PEHOTUMNYECKNX, KITMHNYECKUX,
nabopaTopHbIX NPU3HAKOB N FreHeanornyeckmne aaHHble
YKNaAbIBAOTCH B

cuHapoM Anepca-Aannoca (Q 79.6).




AHaMHe3 >XU3HM.:

=bepeMeHHoOCTb I, npoTekaBwasa c OPB/ B nepBble MecslLbl.
=Poabl I, ¢ ABONHBLIM 06BUTMEM MYMNOBUHOWN BOKPYT LUEN.
=Macca npu poxageHunn — 2900,0.

=OueHKa no wkane Anrap 7-7 6annos.

*Ha rpyaHoM BCKapM/aMBaHUWM Haxoausica A0 3 Mec, B
TeYyeHne NepBoro roaa XXm3HuW 4acTto cpbirmearn.

=Ha nepBOM roay >Xm3Hu oTMe4yanacb BOAAHKA SnNYeK.

B aHaMHe3e ckapnatuHa W BeTpdHad ocna, 4yacTtble OPBMW.
PebeHoOK HabnopaeTcs opToneaom no nosoay
NJIOCKOBAJ/IbI'YCHOW YCTA@HOBKW CTOM W raCTpPO3HTEPOSIOrOM Mo
nosBoAy KOJIONTO3a, AOJINXOCUIrMbl, AedopMauumn XeYyHOoro
ny3bipd. B 5-u netHeM Bo3pacTe yaaneH noamn CUrMoBUAHOWU
KULLKW,

Annepronormyeckmm aHaMHes He OTAroLEeH.

— 19



O6bEeKTUBHO: Ko>kHble noKpoBbl 6n1egHble, MOBEPXHOCTHO
PaACroJioXKeHa BEHO3Has CETb, Ha JIEBOWU rOJ1IEHU
BApMKO3HO pacClUMPEHHbIN YH4aCTOK BEHBI.

Y pebeHKka nMeeTt MecTo rmnepMobuibHOCTb
cyctaBoB (9 6annos no Beighton).

pyAHas KneTka yrnjolleHa B nepeaHe-3aaHeM
pa3Mepe. Hap nerkmMmm nepKkyTopHO - JIEFrOYHOM
3BYK, @ayCKY/1IbTQTUBHO - BE3NKYIAPHOE AbIXaHUE.

TOHbI cepaua pUTMnUUHbIE, B I 1 V TOYKax
BbIC/TYLLUMBAETCHA KOPOTKNN CUCTOSTUHECKNIN LLIYM.

XuneoT Markmun, nedveHb Ha 1,0 cM HUXKe pebepHOU
ayrn, ymepeHHo 6o0/1e3HeHHbIN B
nunopoayoaeHanbHon obnactm u B Touke Kepa.
CTyn perynsapHbli, HO CO CKJIOHHOCTbIO K 3anopaMm.




O6cnepoBaHme:

KnnHnyeckum aHanms KpoBM: 3p.- 3,98 T/n, HB - 127 r/n, Ht — 39%, LI - 09,
J1. -5,5r/n, n.- 1%, 3-6%, c.-53%, M-2%, n.-38%, CO>-4 mM/uyac.

MNMokazarenmn remocraza: TN — 81%, dubpuHoreH — 2,0 r/n

IXO-KI: MukcoMaTo3Hasa JAereHepaumss CTBOPOK  MUTpasbHOroO  KJjanadHa,
MWHUMASIbHbIN MpPoJlanc nepegHen CTBOpKU. lNposianc TpuUKycnnaanbHOro KjaarnaHa
no 0,2 cM C MMHUManNbHOM peryprutaumen. AHoMaslbHas xopAda B MOJIOCTU 1eBOrro
Xenyaodka.

II3I: perynaTopHble M3MEHEeHUd, ANCPYHKUMS Hecneundunyeckmx BereTtaTUBHbIX
CTPYKTYpP rosloBHOro Mo3ra. lNpru3HakoB NapoKCU3MasibHOM aKTUBHOCTU HET.
BuaeossogaroractpoayoaeHOCKONMUSA: HeaAOCTaTOYHOCTb Kapauu, o4arosas
SpUTEMATO3HAs racTponaTtus, AyoaeHoractpasibHbIM pedtoKC, AyoaeHonaTus
(NOBEPXHOCTHbIN raCcTpuUT, AYOAEHUT).

Y3U MoLOHKMN: SXONPU3HAKN CrepMaToLlene, Bapukouene cnpasa 1 cTeneHu.
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Xonreposckoe MOHUuTopupoBaHue SKIr n A/:
AnHaMmuka ALl xapakTtepHa ans ctabmnnbHOU
N30IMPOBAHHON ANACTOSINYECKON apTepuasibHON
r’MNOTEH3UN B TeyeHune cyTok. [AHém: 111/55 mm
PT.CT., HOYb: 110/47 MM pT.CT.

Bo BpeMsa npoBeaeHUA TUAT-TEecTa Ha / MUHYTE
NacCUBHOI0 OPTOCTasa MHAYLUPOBAHHO
npecuHkone. Npn 3TOM Nnatonornyeckume
nameHeHuna I3KI, AL He 3aperncTpmpoBaHh.bl.
BasoBarasbHbIA reHe3 npecuHone
Ma/lI0BEPOATEH.
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IKI: pytMm cuHycoBbiM ¢ HCC 82-90 ya/mMnH. BepTtunkanbHoe nosioxeHne 20C (yron a +74°).
RR - 0,66-0,73c, P - 0,06¢c, PQ - 0,14c, QRS - 0,06c. Ha MmuHnmanbHon HYCC: QT - g,§6§3
QTc - 0,421c (no Bazzeti), QTc — 0,400c (no Fridericci).



BbiBOAbI:

* CnHgpom OJnepca-LaHnoca xapakTepu3yeTcs reHepann3oBaHHOM

MNepMobUNbLHOCTbIO  CYCTaBOB, MOBbLILLEHHOWN pPaACTSHKUMOCTBIO U
NIerkon  PaHMMOCTbIO  KOXW, MNOPaXEeHMeM OMnopHOoABUraTesibHOro
annaparta (CKonmos, Kuos, NnpmBbIYHbIE BbIBUXU, NITOCKOCTONWE, 1 AP.),
nopaxeHnem cepaeyHo-COCyanUCTON CUCTEMBI (rMponanc MUTpanbHOro
KrnanaHa, MHOXECTBEHHbIE aHEBPU3MbI KPYMNHbIX apTepuin, BapuKosHoe
pacLUMpPEHNE BEH), a TaKXKe MopaXeHnem rnas un ap.

CuMNTOMbI BbISIBASAKOTCS MO Mepe pocTa pedeHkKa.

CuHgpom Anepca-LaHnoca ABNSAETCS 3aborieBaHneEM C
MYNBETUCUCTEMHbLIM MNOpPaXXeHUeM, TpebyeTcs NpUMEHEHUNE pPa3fnUYHbIX
METOOO0B ANArHOCTUKN U NIeYeHns1 JaHHOW NaTonorum.
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Cnacunbo 3a BHMUMaHume
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