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Cunnpom Daepca—/lanno — peakoe (opdanHoe) 3a60seBanne, XapaKTepu3youieecs TUCIIIA3HENH COeTMHUTETbHON TKAHU, XPYTIKO-
CTBIO KPOBEHOCHBIX COCY/IOB M TKaHEi M BapuadebHOi KIMHNYecKoi KapTuHoii. CocynucTblii Tun cuapoma Diepca—/lanno, oTHO-
csmmiics K rpynne A, coriacHo kiaccugukanuu 2017 r. 00yciioBiien MyTanusiMu B rete aibda- 1-nenu konnarena 111 Tuna COL3A1.
3a0osieBaHne OTIIMYAETCS BHICOKOI JIETAJILHOCTHIO MAIMEHTOB BCJIEJCTBHE CIIOHTAHHBIX PA3PbIBOB CTEHOK COCY/JOB M MOJIBIX BHY-
TpeHHux opranos. MexnyHapoausiM Koncopuuymom (2017) pa3padoTanbl KpuTepHH KJINHUYECKO# TMATHOCTHKH COCYUCTOTO THIA
cunapoma Duepca—/launno.

IIpeacraBiieHo KIMHHYECKOEe HAO/IIONeHHE ManueHTa 16 jieT MyXKCKOro moJjia ¢ cuHapoMom Diepca—/laHio cOCyaMcTOro Tuma.
IIpu MOJIEKYISIPHO-TEeHETHYECKOM HCCJIEIOBAHMN Y PeOEHKA BbISIBJIEHA PaHee ONMUCAHHAS NMATOT€HHAS MyTALMs CAiiTa-CIUIAiiCMHra
p-Gly798_Pro815del rena COL3A1, cBsi3aHHasi ¢ TsKeJbIM TedyeHHeM 3a0oseBaHusi. HecMOTps HA KOMILIEKC JieueOHBIX Mepo-
NPUATHIA, HATIPABJIEHHBIX HA YKpPeIUIeHHe COCYIMCTOI CTEHKH, CTUMYJISIMI0 U HOPMAIM3AIHMIO SHEPreTHIECKOro ¥ MHHEPAILHOTO
00MeHoB, Yepe3 10 Mec HACTYMWJ JIeTAJIbHBIA MCXO/ BCJIEICTBHE Pa3pbiBa A0PTHI M MOYeyHOi aprepuu. IIpuBeneHo 3akiouenne
Cyne0HO-MeMIMHCKOI JKCnepTu3bl. Pe3ynsTaTbl NMpeAcTaBIeHHOr0 HAOJIONEHMS CBHAETENLCTBYIOT, YTO BO M30e€KaHUE MNPO-
MycKa OOJIBHBIX 11€JIECO00OPA3HO MepecMOTPETh MUHMMAJBHBI HAOOD NMPH3HAKOB, HEOOXOMMMBIX ISl YCTAHOBJIEHHS KIIMHUYE-
CKOrO IMarHo3a.

Karouegwie caosa: demu, cunopom Inepca—Jlanno, cocyoucmoiii mun, een COL3A 1, mymauyus p.Gly798_Pro815del, kpumepuu ouae-
HOCMUKU, PA3Pbl8bl CMEHOK cocy008.

Ana uutupoBanua: CemsyknHa A.H., Hukonaea E.A., JaHues U.C., MenuvksH J1.11., Nasnoa M.C. CocyancTsivi Tun cuHapoma Snepca—-/LaH-
J10 — penkoe MoHOreHHoe 3abosieBaHNe COeanHUTEIbHOV TkaHu. Poc BecTH nepuHaton v neanatrp 2020; 65:(6): 84-90. DOI: 10.21508/1027—-
4065-2020-65-6-84-90

The Ehlers-Danlos syndrome is a rare (orphan) disease characterized by the connective tissue dysplasia, fragility of the blood vessels
and tissues, and variable clinical pattern. The vascular type of Ehlers-Danlos syndrome, which belongs to Group A according to the
classification of 2017, is caused by the mutations in gene of alpha-1 chain of type III collagen COL3A41. The disease is characterized
by the high mortality rate of the patients due to the spontaneous ruptures of the vascular walls and hollow viscera. The International
Consortium (2017) developed the criteria for the clinical diagnosis of the vascular type of Ehlers — Danlos syndrome.

The clinical case of the 16-year-old male patient with vascular type of Ehlers — Danlos syndrome is presented. The molecular genetic
testing revealed in the child the previously described pathogenic mutation of splice site p.Gly798_Pro815del of COL3A1 gene associ-
ated with the severe course of the disease. In spite of the set of therapy measures aimed at the vascular reinforcement, stimulation and
normalization of energy and mineral metabolism, the death occurred in 10 months due to the rupture of the aorta and renal artery.
The Conclusion of the forensic medical examination is presented. The results of the care presented indicate that in order to avoid the
omission of patients, it is advisable to revise the minimum set of signs required for the clinical diagnosis.

Key words: children, Ehlers—Danlos syndrome, vascular type, COL3A1 gene, mutation p.Gly798 _Pro815del, diagnostic criteria, rup-
ture of vessel walls.
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Cemsukuna A.H. u coaem. Cocyauctblii TN cuHapoMa Diiepca—/laHno — peKoe MOHOTeHHOE 3a001eBaHNE COSAMHUTEIbHOIM TKAHK

CI/IHI[DOM Onepca—/laHio — KIMHUYECKU U T€HETH-
YecKM TeTeporeHHasi rpyrra 3a0oJieBaHUI, XapakK-
TEPU3YIOIIMXCS TTOBBIIIEHHON PaCTSIKUMOCTBIO KOXMU,
TUTIEPMOOMJIBHOCTBIO CYCTaBOB, XPYIKOCTbIO KpPOBE-
HOCHBIX cocynoB U TKaHei. C 3TUM CHHAPOMOM BCTpe-
YyalTCsl Bpauu pas3IMUHBIX CIEeIUabHOCTEH, HauyMHast
OT HEOHATOJIOTOB, TIEAMATPOB, TEpParieBTOB, XWPYPTroOB,
TaK Ha3bIBaEMbIX Y3KMX CIELUAIUCTOB, 3aKaHYMBast
TepOHTOJIOTAMM M TaTojoroaHatoMamu. MeHoTUTHYE-
CKO€ CXOJNICTBO CHHApoMa BOiepca—[laHiio ¢ Apyrumu
0OJIE3HSIMU  COEIMHUTENIbHOM TKaHW, TPOrpearueHT-
HOCTb T€UEHUSsI, BOBJIEYEHUE B TTATOJIOTUYECKHUI TTpOIIece
MHOTMX OpraHOB M CHUCTEM OpraHM3Ma, KakK MpaBuJIo,
00YCJIOBJIMBAIOT CYIIIECTBEHHbBIE TPYIHOCTU B TPaBWJIb-
HOCTM ¥ CBOEBPEMEHHOCTH TOCTAHOBKM JIMarHo3a.
Hepenku ciyyan, Korma TpaBWIbHBINM JTWarHo3 ObLT
BIIEPBbIE YCTAHOBJIEH TOJIbKO TATOJIOTOaHATOMAMMU.

B 2017r.  MexnyHaponHbBIM  KOHCOPIIMYMOM
ObUTa TIpenjioXeHa HoBas Kiaccudukalus CHUHIpoMa
Dnepca—Jlanno, ocHoOBaHHAas Ha COBPEMEHHBIX KJIH-
HUYECKMX M TEeHEeTUYEeCKUX JAaHHbIX. BeiieneHsr 13
TUTIOB CUHAPOMA, BKIIIOYEHHBIX B TPYMIBI B 3aBUCUMO-
CTU OT OCHOBHOTO MOJEKYJSIpHOTO jaedeKkTa U 0COOeH-
HocTe#t maToreHesa [1]. BonbMHCTBO TUTIOB CMHIpPOMa
Onepca—JlaHno obycioBiaeHO nedeKTaMu TeHOB, KOH-
TPOJIMPYIOIIUX CTpoeHMEe W (YHKUMIO KoJulareHa —
GubpuIsipHOTO GeKa, COCTABISIONIETO OCHOBY COEIM-
HUTEIbHOM TKAaHU OpraHU3Ma.

CocyaucTblif, WX apTepuabHbI, 3KXUMO3HBIN
tin cuHapoma dOnepca—/danno (OMIM Nel30050) —
CaMBbIi TSDKEJBIA MO KIMHUYECKOW CHUMMTOMATHUKE,
OTJIMYAETCS] TIOBBIIIEHHON JIETAIbHOCTHIO M COCTABJISIET
okojio 5—8% [2] Bcex ciyyaeB cuHapoma. Ero gacrora
1:50 tBIC.—1:100 TBIC. HOBOPOXIEHHBIX |3, 4], T!IT HacIe-
JIOBaHUSI — ayTOCOMHO-IOMUHAHTHBII, KpaifHe peaKko —
ayTOCOMHO-PEIIECCUBHBIN.

Cornacno kinaccudukaiyu 2017 1. 3TOT TUI CUHAPOMA
BXOAWUT B Tpymnmy A, OOBECIWHSIONIYIO THWITBI, CBSI3aH-
HbIe C HApYIIEHUSIMU TIEPBUYHOMN CTPYKTYpPBI KOJIIareHa.
Cocynuctbiii TUIT 00ycyioBieH mytauusimu reHa COL3A1
(M3BeCTHBI penkue ciaydyau mytauuii rena COL IAT), noka-
JIN30BAHHOTO HA JUTMHHOM ILIeue XpoMOCOMbI 2 (2q32.2).
B rene COL3A1 ommcano moutu 600 mytaumii, Gosee
yeM B 1/2 ciyyaeB MyTaluuMu BO3HUKAIOT de novo [5]. Ten
COL3A1 xomupyer anbdall-uens KosutareHa III Turma.
Komnnaren 11 Tuna — oguH 13 OCHOBHBIX KOJIJITAaT€HOB BHE-
KJIETOYHOTO MaTpUKCca, MPEUMYIIECTBEHHO COAEPKUTCS
B CTEHKE KPOBEHOCHBIX COCYIOB (a0pTa, APyrue apTepun),
MOJIBIX OPTraHOB, a TaKXXe B KOXE, B JIETKUX; PEryJupyeT
CHHTE3 M PACTIOIOXKEHUE B TKAHU (PUOPWILISIPHBIX CTPYK-
Typ KoJuiareHa I tuna.

[loBbIllIeHHAsT JIETATLHOCTh TIPU COCYIMCTOM THUIIE
cuHapoma Oiepca—JlaHno o0ycIoBIEHAa CIOHTAaHHBIM
pa3pbIBOM CTEHOK COCYIOB CPEIHEro M KPYITHOTO Kajv-
OpoOB, CTEHOK TOJIIX BHYTPEHHUX OPTaHOB: KUILIEYHUKA,
MaTKHW, MOUYEBOTO ITy3bIpsI; pexe HaOI0Ial0TCs ITHEBMO-
U TEeMOTOpaKC, BHYTPHMJIETOYHBIE TeMaToMbl [6—8].

MakcumanbHast 4acToTa CIOHTaHHBIX apTepHalbHBIX
pa3pbIBOB MPUXOAUTCS Ha Bo3pacT 12—15 ser; wvarie
BCETO MOPaKaloTCs apTepUy CPeTHeTo Kaaropa.

Hepenko otMmedaeTcss XapaKTepHBI BHEITHUNA BT
OOJLHBIX: Y3KUI HOC, TOHKHME TYObI, HATSIHyTas KOXa,
BMaBIINE IIEKU U 9K30(hTaIbM, 00YCIOBIEHHBI YMEHb-
IIEHWEeM TIOAKOXHOW KUPOBOM KieTyaTku. OmHaAKO
Takoi (heHOTUI GoJiee CBOMCTBEHEH B3POCI/IBbIM TallieH-
TaM, y IeTeil OH OOBIYHO HEe BhIPAXKEH.

MexnyHaponHbiM KoHcopimymoMm (2017) paspabo-
TaHbl KPUTEPUU KIMHUYECKON TUArHOCTMKHM COCYIM-
cToro TUIa cuHapoma Dnepca—/lanmo [1].

Bouble KpuTepruH THATHOCTHKH:

1. Hannuue 611M3KOro poIcTBEHHUKA C COCYAUCTHIM
TUTIOM CUHApoMa Diepca—JlaHio.

2. Pa3pbIBbI cocyioB B MoJiofioM Bo3pacte (j10 40 yier).

3. Crionta"Hast nepgopanysi CUTMOBUIHON KUIIIKA
(B OTCYTCTBME IOWBEPTUKYJIOB WU JOPYrMX OoJie3HEel
KUIIIEYHUKA).

4. PazpeiB matku B Il TpumecTpe GepemeHHOCTH
(B OTCYTCTBHE KecapeBa CeYeHUs B aHaMHe3e).

5. O0OpazoBaHue (UCTYIBI KapOTUIHO-KaBepPHO3-
HOTO CHHYca (B OTCYTCTBUE TPABMBbI).

MaJible KpUTEPUM THATHOCTUKM:

1. TeMaToMBbl, CUHSIKM, He CBsS3aHHBIE C TpPaBMOI
¥ HETUITUIHOM JToKau3auu (IeKu, CITHA).

2. Tonkasi, «mmpo3payHasi» Koxa ¢ MpOoCBeurBaoiei
BEHO3HON CETBIO.

3. XapakTepHoe JINII0: TOHKUE TyObl, TOHKHI1 HOC.

4. CrioHTaHHbBII THEBMOTOPAKC.

5. Akporepusi ¢ Turoruiasueii/atpopuein  KOXu
KOHEYHOCTEN.

6. DKBUHOBapyCHasi KOCOJIATIOCTb.

7. BpoxaeHHBII BBIBUX Ta300€IPEHHOTO CyCTaBa.

8. TunepmMoOMIBLHOCTD MEJIKMX CYCTaBOB.

9. Pa3pbIBbI CyXOXWINI U MBIIIILI.

10. Keparokonyc.

11. Peueccus ngeceH.

12. Bapuko3Hoe paciiMpeHure BeH B MOJIOJIOM BO3pa-
cre (1o 30 j1eT) 1 He CBsI3aHHOE C 0EPEMEHHOCTHIO.

s ycTaHOBJIEHUST KJIMHUYECKOTO JMarHo3a Tpedy-
eTCs HaIM4IKe CIIeAyIoIero MUHUMAIbHOTO Habopa Mmpu-
3HAKOB: aHAJIOTUYHOE 3a00JIeBaHNe y POICTBEHHMKA, pa3-
PBIBbI COCYZIOB Y MallMeHTa B MOJOAOM Bo3pacte (10 40
JIET), CIOHTaHHasT Tepdopanus CUTMOBUIHON KUIIKU
WJTU TTHEBMOTOPAKC. [1JIs1 OKOHUATETBHOTO TTOATBEPKICHUS
JIMarHO3a COCYIMCTOTO THUTA CHUHApoMa Iiepca—[laHio
HEe00XOIMMO MOJIEKY/ISIPHO-TEHETUUECKOE MCCIIeIOBaHNE.

B cBA3M ¢ peaKoCTbiO JAHHOW MaTOJOTUUW, TPYI-
HOCTAMU  AUDGEPEeHIIMPOBAHUST  COCYAUCTOTO  TUIA
cpeny IpyTruX TUIIOB CUHApoMa IDjepca—/aHio, Tsoke-
CTBIO TeYeHUsT OOJIe3HM, HEeOJIAroNMPUATHBIM TTPOTHO30M
JUTS KM3HM, a TakKXKe TIJIOXWUM 3HaHUEM Bpadeil 3TOro
penkoro 3abojieBaHMSI TIPUBOAMM KPATKYIO BBITTHCKY
W3 UCTOPUHM OOJIE3HU TalleHTA.

Massunk M., 16,5 net (puc. 1, a) MOCTYIWI B KITUHUKY
BIEpBbIe C Xajob0aMu Ha YTOMJISIEMOCTb, TEPUOANYE-
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CKUe 00U B BEPXHUX U HIKHUX KOHEYHOCTSIX, 0COOEHHO
rocyie (pU3MYECKON HaArpy3KH, TTOBTOPSIOIINECS CITOH-
TaHHbIE Pa3pPbIBbl COCYIOB CpeHero Kanuopa. B Bo3pacte
15,5 nmet paspbiBy TOABeprjiach mpaBasi MOAMBIIICUHAST
aptepust. Xupypramu, TIpOBOAMBIIMMU OTepaIunio, ObIIO
BBICKA3aHO MPEATTOJIOXEHNE 0 HATMYNN Y pebeHKa MOHO-
TeHHOTO 3a00JIeBaHUS COSTMHUTETHLHOM TKAHM.

IMpwn ananm3e pomOCIOBHON YCTAHOBIEHO, UTO POIM-
TeJIsIM pebeHKa 110 42 roma; OHM 3I0POBHI, Mpodeccro-
HaJIbHBIX BpeAHBIX (DaKTOpPOB He MMEIOT. B pomociion-
HOI CeMbU 3aperMCTPpUPOBAHBI CIydyaW WIIEeMUYECKOMN
00JIe3HM cep/lia U caxapHOro nuabera 2-ro Thiia. Mab-
YUK OT BTOPOI OEpeMEHHOCTH, BTOPBIX CPOYHBIX (hU3HO0-
JIOTUYECKUX poaoB. [lepBast 6epeMeHHOCTh Y JKEHIITUHBI
3aKOHYMJIACh POXIEHWEM 3I0POBON JIEBOYKU, KOTOPOU
B HacTosiee Bpems 21 ron. Bropas — HacTosmast, mpo-
Tekaja ¢ yrposoii mpeposiBaHusi B 14 Hex. Macca Tena
pu poxxaeHun pedeHka coctapisiia 3050 1, ;yiHa Tea —
49 cwm; oneHka 1o mkane Anrap 8/9 6annos. B nepuone
HOBOPOXAEHHOCTHU ObLTa TMarHOCTUPOBaHA KOHBIOTAII -
OHHas XeJTyxa, TepuHaTaabHas dHIe(haaomaTsI, TTOBbI-
IIeHHas HepBHO-pedIeKTopHas BO30YIUMOCTh; B BO3pa-
cre 1,5 romga onepupoBaH IO MOBOY MYTMOYHON T'PBIXKU.
Haxomuicst mon HaGmoneHeM HEBPOJIoTa ¢ TUAarHO30M
TUTIEPTeH3MOHHO-TUIponedanbHbIli cuHapoMm. C 9 Mec
0 4 JeT Tojdydaa JiedeHue IO TTOBOAY aTOMUYEeCKOTO
JiepMaTuTa U 0OCTPYKTUBHOTO OpoHxuTa. B 5 et y Manb-
YyKa ObLT AUATHOCTUPOBAH HeCTIeUM(UUECKU SI3BEH-
HBII KOJIUT, TTOATBEPXKIACHHBI MOPGHOTOTNIECKH.

C TpexJIeTHET0 BO3pacTa PerucTpupoBajiach Hease-
KBaTHasl peaklysl OpraHnu3Ma Ha TTOJydYeHHBbIe TPaBMBI:
JIEBOCTOPOHHUI  TpaBMaTUYECKWU  CPEOHUA  OTUT
(3 roga), remapTpo3 IIpaBOro KOJEHHOTO cycTaBa (5 jier),
MMOCTTpaBMaTHUeCcKasi TeMaToMa MSTKMX TKaHel JIEBOTO
oenpa (15,5 ner); crycTsi HECKOJIBKO MECSIIIEB BO BpeMs
BBITIOJTHEHHUST (DU3MUYECKUX YIPAXHEHU Ha TypHHKE
MPOM30IIeT CITOHTAHHBIM Pa3pbIB MPaBO MOAMBIIIEY-
Hoit apTepuu. [TOMBITKM XUPYPTUUYECKOTO BOCCTAHOB-
JIEHUST pa30pBaHHON apTepuM B YCIOBUSIX BBICOKOCITIE-
IMATU3UPOBAHHOM  XUPYPrUYeCKOM KIMHUKUA  OBbLIN
Oe3pe3yabTaTHBL. BcrencTBre TpoaoiKaronierocss Mac-
CUBHOTO KPOBOTEUYECHHUSI COCTOSTHUE pebeHKa CTaHOBU-
JIOCh KPUTUYECKUM, U M3-3a YIPO3bl KU3HU XUPYypramu
OBbUIO TIPUHSITO pellieHue O TePeBsI3Ke MPaBOi MOAKIIO-
yuyHO# aptepuu. [laHHas oriepaiiuss HeM30eXHO Mpu-
BeJla K HapyIIeHWI0 (PYHKLIMU W TIOTEPU UyBCTBUTEIb-
HOCTH TIpaBOi PyKU.

Mopdoorndyeckrie MCCAeIOBaHUS CTEHKU IIPaBOM
MTOAMBIIIEYHON apTepuy BBISIBUIM €€ TpyOble aHaTo-
MHUecKre HedeKThl: KOJIIareHOBBIE BOJOKHA ITOBpE-
SKIEHHOTO cocyla ObUTM TIPEeNCTaBIeHBI B BUIE TOHKHMX
HEMHOTOYMCIIEHHBIX HUTEW. AHAJIN3 TTOJTyYeHHBIX THCTO-
JIOTUYECKUX CPE30B SIBUJICS HEOCTIOPUMBIM KPUTEPUEM
MPaBWJIBHOCTA BBIOPAHHOW TAKTUKU XUPYPTUUYECKOTO
nevyenus. [locie MpoOBeIeHHOTO KOMITIEKCa BOCCTaHO-
BUTEJLHOW Teparnuu M peabMIMTAIlMOHHBIX MEPOTIPUSI-
T MaJbUMK OBbLT HANpaBlIeH B KJIWHHUKY BPOKIEHHBIX

UHUYECKUE CJTYHAU

u HacienctBeHHbIx 3aboneBanuit HUKW nenmatpuu
um. akaja. FO.E. BenbruineBa nis MOATBEPXKAECHUS THUa-
THO3a MOHOTEHHOro 3a00JIeBaHUSI COEIMHUTEIbHOM
TKaHU Y YTOUHEHUST HO30JI0TUYECKO (POPMHBI.

IIpu mocTtyruieHUK B OTAEJIeHNWEe COCTOsSIHME pebeHKa
ObUIO CpelHel TSKeCTH IO COBOKYMHOCTU KJIMHUYE-
CKMX CHMIITOMOB OCHOBHOro 3aboyieBaHMs. [lokaza-
Teau (U3NYECKOTO Pa3BUTHUSI TUCTApMOHUYHBI: POCT
156 cm (10—25-11 mepueHTHIb), Macca Teda 51,8 kr (25—
50-i1 mepueHTWIb).

OOpamanm BHUMaHHWE cieayoomne (eHOTUIINIe-
CKMe 0COOEHHOCTU pebeHKa: TUTIEPITOIBUKHOCTD KPYII-
HBIX U MEJIKUX CYCTaBOB (32 MCKJIIOYEHHEM TOCTTpaB-
MaTUYeCKUX KOHTPAKTYp MpPaBON PyKH), TOBBIIICHHAS
PaCTSKUMOCTh KOXM € HaJW4deM TPEeUMYIIeCTBEHHO
KeJIOUTHBIX pyo1oB (puc. 1, 6), HanboJiee BhIpaXKeHHBIX
B 00J1aCTM TIPABOTO TIJIEYEBOTO CyCcTaBa M BEpXHEl YacTu
TPYIHOUW KIJIETKM CIpaBa, TOJIOXUTEIbHBIM TPU3HAK
TopauHa (cTOCOOHOCTDL IOCTATh SI3BIKOM KOHYMK COO0-
CTBEHHOTO HOCA), CBMWJIETEJbCTBYIOIIMI O TUIepaJia-
CTUYHOCTU CJIIM3UCTBIX 000J104eK (puc. 1, B); ymepeHHasi
nedopmalius rpyiHOM KJAETKN, CKOJMO3 TPYIOIOSICHUY -
HOTO OTHeJia To3BOHOYHMKA | cTerneHu, IMI0CKO-Baslb-
rycHasl yctaHoBKa ctor. OKyJIMCTOM JAUMarHOCTUPOBAHS
TUTIEPMETPOTIUS C1abol CTEMEH!W W CIla3M aKKOMoja-
o1 000MX I1as.

OO6crenoBaHue cepilia ¢ MOMOIIbIO (HYHKIIMOHATb-
HBIX METOIOB BBISBMJIO MWTPAIlMI0 BOIUTENST PUTMA,
OpaIMapuTMMIO C YacTOTOM CEepAEeUYHBIX COKpallleHUi
55—71 ya/muHn. Ilo maHHBIM 3xOoKapauorpadguu odHa-
pYXXEeHBbI TIpoJIariC MUTPAJIbHOTO KJjaraHa, AUC(hYHKIINS
XOpA TPUKYCMUAAIBHOTO KJjaraHa, JJIOTOJHUTEIbHbIC
TpaOEeKYJIbl B IEBOM XeJIy0uKe.

Ilpu marnutHO-pe3oHaHcHoi (MP) aHrmorpadpuu
aopThl HE 3aperucTpUMpOBaHO aHEBPU3MATMYECKUX pac-
IIUPEHWI TPYIHOU M OpIOIIHOM aopThl. [laHHBIE, CBU-
JIETEJIbCTBYIOLIME O HAPYIIEHUM 1EJIOCTHOCTU WHTHUMBI,
otcytcTBOoBasin. MP-aHruorpadusi aprepuii TOJIOBHOTO
MO3Ta He BBISIBUJIA aHEBPU3MATUYECKUX pacCIIUpeHUId
9KCTpa-/UHTpaKpaHUATbHBIX apTePUIA.

Ilo pesynbraTaM yJIBTPa3BYKOBOTO MCCIIEIOBAHUS
(Y3W) opraHoB OpIOIIHOI TTOJOCTU U TOYEK KOHCTaTH-
pOBaHbl pPeaKTUBHBbIE M3MEHEHMSI COCYIOB M TMPOTOKOB
MeYeH!, YBeJIMYEHUE XKEJIYHOTO Iy3bIps W YTOJIICHUE
ero CTEHOK, CIJIEHOMErajuio, KOCBEHHbIC TpPU3HAKU
racTpoayojfeHuTa, Au(@y3Hble W3MEHEHUSI TMOJKEy-
JIOYHOM 3Kese3bl M TapeHXUMbI rovek. Pesynbratel Y3U
MPaBOTO TIJICYEBOTO CIJIETEHUSI, TIPaBbIX JIOKTEBOTO, Cpe-
JIMHHOTO U JIy4eBOTO HEPBOB CBUIETEJILCTBOBAIM O BbIpa-
JKEHHOM THU(h(Y3HOM BHYTPUCTBOJIBHOM TPAKIIMOHHOM
MOBPEXIEHUN TYYKOB TMPABOTO TIEYEBOTO CILJICTEHUSI
0e3 pa3pbiBa HEpBHBIX CTBOJIOB. [lo MaHHBIM 3JIEKTPO-
Helipomuorpaduu He ObLT 3aperucTpupoBaH M-oTBeT
B MBIIIAX TPaBOTO MpeAIuieubs U KUCTU. PeHTreHo-
JIOTUYECKHE UCCIIENOBAaHUST KOCTEH TOJIEHE! C 3aXBaTOM
KOJICHHBIX CYCTaBOB OOHAPYXWJIM YMEPEHHBII OCTEOTIO-
po3, OoJIbIlIe BhIpaXKEHHBIN B MeTahn3ax.
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IMokazaTtenu KIMHUYECKUX aHATM30B KPOBU U MOYU
COOTBETCTBOBAIM HopMme. B Ouoxumuyeckux aHaiu-
3aX KPOBHU BbISIBJIEHBI HEOOJIbIIIOE TOBBIIIEHUE YPOBHSI
MoueBoit kuciotel (0,49 mMmons/m, pu Hopme 0,17—
0,41 mMoub/m) 1 maparropmona (70,1 rr/Mix ipu Hopme
16—62 nr/ma). B aHanmzax Moyu 10 3MMHUIIKOMY
HabJIo1aach U30CTEHYPUSI C BBICOKOW OTHOCUTENb-
Hoil TtuotHOocThiO (1,020—1,025). Tlpu Ouoxumunye-
CKOM aHaJM3e MOYM OTMEUEHO CHUXEHME DKCKpeluu
HeopraHudeckoro docdopa (17,3 Mmonb/cyT; HOpMa
19—32 MMoOJb/CyT), MO-BUAMMOMY, BCJIEACTBUE TMOBBI-
IeHUsT ero peabcopOLMKM B MOYEUYHBIX KaHaIbllax.
ITo 3akiIlOYEHUIO CMIENUATIMCTOB, BbISIBJIEHHbIE U3MEHE-
HUSI MUHEPATbHOTO OOMEHA HOCUJIM BTOPUYHBIN Xapak-
Tep U OOYCJOBJIEHbl OCHOBHBIM 3200JIeBAHUEM — MOHO-
TEHHOU MaTOJOTUEN COeMUHUTETbHOM TKaHU.

JlaHHble aHaMHe3a W COBOKYMHOCTb (DEHOTUIU-
YECKUX MPU3HAKOB CBUJETEIbCTBOBAIM O HAIMYUU
y pebeHKa MOHOTEHHOTOo 3a00JIeBaHUS COENUHUTENbHOMN
TKaHU — cUHIpoMa Djepca—aHio, npeacTaBIsSonIero
c000Ii reHeTUYeCKU-TeTepOreHHylo marosoruto. Tsoke-
JIbIE COCYAMCTbIE HapyIlIeHUsl XapaKTepHbI JJIS COCYIU-
CTOTO TUIA CUHIPOMA, OIHAKO BCTPEYAIOTCS U MPU JIPY-
TMX TUIAX: FeMaTOMbl — MPU MbIIIEYHO-KOHTPAKTYPHOM
U KJIACCUKO-TOA00HOM THUIAX, BHYTPUUYEPETTHbIE KPOBO-
U3NIUSIHUSL — TIPU IepMaToCcnapakCUc-TUIE, NUCCEKIIUS

apTepuil — PU KJIACCMYECKOM U KU(POCKOINOTHIECKOM
ThTIax. MeHee TPO3HBIE COCYANCTHIE OCTOKHEHUS Peru-
CTPUPYIOTCS TIPU CepAeIHO-KIATTaHHOM, apTpaxajla3uc-
HOM, CITOHAWJIOMUCITIIACTUIECKOM, TIEPUOIOHTATEHOM
TUIax cuHapoma [9]. B cBsi3u ¢ aTUM ISl yTOYHEHUSI
JIMaTHO3a TPeOOBAJICS aHAIU3 TPYIIITHI TEHOB.
MosneKyIIpHO-TeHeTUIeCKOe CCIeMOBAHUE, BBITION -
HeHHoe B Jlaboparopuu «[eHOTeK» ¢ MCIOJb30BaHUEM
MmaHemu «3a0o0JieBaHUsI COCAMHUTETHbHOW TKaHW», TIOJ-
TBEPOWIO HAJIMYME Yy pebeHKa COCYIMCTOTO THIAa CHH-
npoma Onepca—anno. B rene COL3A1 (3k30H 35) Oblna
oOHapyXeHa MyTalMsl calita-cruiaiicuara c.2445+5G>A
p.Gly798 Pro 815 del. CornacHo MexayHapoaHoi
0a3e MaHHBIX, NETEKTUPOBAHHAs MYTAllUsl OTHOCHUTCS
K TTATOTEHHBIM 1 OTBETCTBEHHA 3a (DOPMUPOBAHKE TSKE-
JIOM KIMHWYECKOW CHUMNOTOMaTWKM. Hanumume Myrta-
MY y pebeHKa OBUTO TIOATBEPXKIEHO METOIOM TIPSIMOTO
cekBeHUpoBaHus 1o CaHrepy. OTCyTCTBHME HETEKTHUPO-
BaHHOW MYyTallMW y POAMTENEH MajbuiKa CBUICTEb-
CTBOBAJIO O €€ BOSHUKHOBEHUU de novo. [1o pesynbsratam
TEeHeTUIECKOTO aHajIM3a YieHaM CeMbU TpobaHma ObLTO
MTPOBEIICHO MEMTUKO-TEHETHUECKOE KOHCYJIBTUPOBAHUE.
OreHKa KIMHWYECKUX MaHHBIX ToKaszaja, 4YTo Yy
pebeHKa ObLT TOJBKO OJWH OOJIBIION TMAarHOCTUYECKUI
KPUTEPUI COCYAUCTOrO TUIA cuHApoMa Diepca—laHio

Puc. 1. Manpuuk M., 16,5 roga ¢ cocynucTsiM THIIOM cMHApoMa Diiepca—/lanio.

a — o0mmii BUI; 0 — KeJIOWIHbIE PYOIIbI MOCJIe pa3pbiBa MOIMBILIEYHOI apTepuu; B — mpu3Hak [opiuna.
Fig. 1. Boy M., 16.5 years old with a vascular type of Ehlers—Danlos syndrome.

a — general view; 6 — keloid scars after rupture of the axillary artery; B — Gorlin sign.
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(pa3pbIBbI COCY/IOB B MOJIOZIOM BO3PAcTe) U OAUH MaJlbli
KpUTEepUil (runepMoOUIbHOCT CYCTaBOB).

3a BpeMsi pedbIBaHUsI B KIIMHUKE MaJIbYUK TMOJTydyas
Tepanuio, HampaBlIeHHYI0O Ha YKPETUIEHUE COCYIUCTOM
CTEHKHU, CTUMYJSILIMIO M HOpMau3aluio 3HepreTuye-
CKOTO M MUHEpPaJIbHOr0 OOMEHOB (aCKOPYTHUH, dJIbKap,
KO9H3UM Q,, MeTabONUThI BUTaMKUHa D, OCTEOreHOH),
KOMILIEKC peabMIUTAlIMOHHBIX METOAOB JIs1 BOCCTAHOB-
Jlenus: (YHKUMI TMoBpexaeHHo koHeuHocTu. [locie
BBIMTUCKU U3 CTAlIMOHAPA OBLIIO PEKOMEHI0BAHO MPOAOI-
KUTb KypC pPeabUIMTAllMOHHBIX MEPOTIPUSITUIA C UCTTIONb-
30BaHMEM (U3UOTEPANEBTUUECKUX U OaJbHEONPOLIEAYD
noja HabGMIOAEHUEM CIHELMATINCTOB: HEBPOIATOJIOroOB,
OpTOINENOB, cOCynucThix xupypros. Yepes 10—12 mec
MJIaHUPOBAIACh MOBTOPHAS TOCMIUTATU3AIUS B KIIMHUKY.
OpnHako yepe3 10 Mec peOGEHOK CKOPOTOCTHMKHO CKOH-
yaJjicsl BCAENCTBUE TMCCEKIIMU OPIOIIHON aopThl U Mpa-
BOIi TOYEYHON apTepuu. B TeueHue mocieaHero Mecsia
MaJIbuMK XKaJIOBAJICSl HA TTOBBIILIEHHYIO YTOMJISIEMOCTb.

BcekpoiTre Tena ObL10 MpoBeneHO Cy1e0HO-MeIUIIMH-
CKUM 3KCIIEPTOM TaHATOJOTMUYECKOTO oTmeseHust Nol
L. Mocksbl. [lo odulMasibHOMY 3ampocy MOJTY4YeHO
3aKJ0YeHue  CyaeOHO-MENMIIMHCKOW  DKCIEepPTU3bI,
CcOCTOsIIIlee U3 TMOAPOOHOTO0 TMPOTOKOJA BCKPBITUS,
CyleOHO-TUCTOJIOTMYECKOTO U CyneOHO-MEAULIMHCKOTO
JINarHO30B.

KJINMHUYECKUE CJTYHAU

CyneOHO-TUCTOJOTUYECKUI ~ [MarHo3:  MPOAOJIb-
HbI€ PACCIIOEHUSI CTEHOK a0pThl B CpeiHell 000ouKe
¢ dparMeHTalMell BOJOKOH 1 TTOYEYHON apTepuu Ha rpa-
HULIE CPEeHEN U HapY>XHOU 000J0YeK; KPOBOUIIUSIHUS
B nedexrax M MepuBaACKYJISIPHBIX TKaHIX 0e3 JieHKo-
HUTapHoii peakuuu (puc. 2, 3). OTek TKaHu TOJIOBHOTO
mozra. Ovaru ¢gpparMeHTalu KapauoMuouuToB. Ovyaru
oMbu3eMbl M JUCTENEeKTa3a JIeTKOoro, OpOHXOCHa3M.
HepaBHomepHOe KpOBeHAmnoJHEHUE BHYTPEHHUX Opra-
HOB; Cy0aMUKapauaibHOE MEJIKOOYaroBOe KPOBOU3IIHUSI-
HUE; KPOBOUZJMSIHUE B OKpYXalolllell KJeTyaTKe HaJ-
MoYeyHUKa. YMEPEHHO BbIPAXEHHBIN (UOPO3 MSTKO
MO3TOBO# 000109ku. PuUbdP0O3, medopMaust U TUCTPO-
¢us BOJOKOH MUTpasibHOTO KianaHa. Juctpoduueckue
U3MEHEHUsI KapAUOMUOLMUTOB. XPOHUYECKUN OpOH-
xuT. benakosast nucrpodust neyeHu. Juctpodust mouku.
®onnukynsipHas nuctpodust Tumyca. Jucrpopuueckue
U3MEHEeHUsl Halo4euyHUKoB. Ovarosbiit hpubdpo3 aepmbl
B y4acTKe KOXH.

CyneoHo-mMeMuMHCKHMiA tnario3. OCHOBHOE 3a00J1eBa-
HUE: CUCTeMHOe 3a00sieBaHUE COCTMHUTENbHOW TKaHU,
HEYTOUHEHHOE — CTPUM Ha KOXHOM MOKPOBE, KEJIOU[I-
Hble pYOLlbl, TUMEPMOOWJIBHOCTb CYCTaBOB KHUCTEN,

NCKPUBJICHUEC I‘pyl[HOﬁ KIJIICTKH, YYaCTKHM YTOJIICHUA
CTEHKM aoOpTbl, MHWKCOMATO3 MMUTPAJbHOIO KJallaHa,
KPOBOITOATEKM TYJIOBHIIA 1 KOHG‘-IHOCTCfI, BHYTPHUKOX-
HBIC KPOBOUBJIUAHUSA.

Puc. 2. TuCTONOTHYECKHIA MPENAPAT CTEHKH A0PThI: OKPACKA reMATOKCUJINHOM M 303uHOM, X100 (2) 1 ¢ uCNo/Ib30BaHMEM MOJISAPU3a-

HMOHHOI MUKpoCcKonuH (0).
1 — Xa0THYHO U3BUTHIE, MPEPHIBUCTDIE 3JACTHYECKHE BOJIOKHA.

Fig. 2. Histological preparation of the aortic wall: hematoxylin-eosin staining, x100 (a) and using polarization microscopy (0).

1 — randomly twisted, intermittent elastic fibers.
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Puc. 3. TucTonoruyecKuii mpenapar CTeHKH NOYeYHOi aPTePHH: OKPACKA FeMATOKCHIMHOM 1 303uHOM, %100 (a) u ¢ Hcnob30BaHneM

MOJISIPU3ANMOHHO MUKPOCKonuH (0).

1 — Xa0THYHO M3BUTHIE ACTHIECKHE BOJIOKHA; 2 — MACCHBHOE KPOBOU3JIMSHUE B OKPYXKAIOUIUE MATKNE TKAaHU; 3 — Pa3pbIB CTEHKH
aprepun; 4 — Xa0THYHO PACIIOJIOKEHHbIE, MPEPHIBUCTHIE IJIACTHIECKHE BOJIOKHA.

Fig. 3. Histological preparation of the renal artery wall: hematoxylin-eosin staining, x100 (a) and using polarization microscopy (0).
1 — randomly twisted elastic fibers; 2 — massive hemorrhage into surrounding soft tissues; 3 — rupture of the artery wall; 4 — ran-

domly arranged, intermittent elastic fibers.

OcJ0XKHEHUSI OCHOBHOTO 3a00JIEBaHUSI: PAcCIOeHUE
OpIOIIHOW aOpThl M MPaBOW MOYEYHOW apTepuu C pas-
pBIBOM; MacCHUBHas 3a0pIOIIMHHAS TeMaroma, TeMo-
neputoHeyM (1000 mu). ManokpoBre BHYTPEHHUX Opra-
HOB. Jluctpoduueckre M3MEHEHUsI KapAUOMMOIIMTOB.
ComnytcTBytolue 3aboJeBaHUs: apaxHODUOPO3; XPOHU-
yecKuit OpOHXUT; OeJIKoBast AMCTPODUS TIEYEHU; TUCTPO-
bust moukw; hoJUTUKYIISIpHAS TUTISPIIIa3Us TUMYCa.

Takum ob6pazom, ucropust 60Je3HU pedeHKa C Cocy-
IUCTBIM TUIIOM CHUHApoMa Jjepca—[aHio MpoaemMoH-
CTpUpPOBaJa TSKECTb TeuYeHUsi 3a0osieBaHUs, 3aKOH-
YUBIIETOCS] CKOPOTIOCTVKHBIM  JIETAIBHBIM ~ ICXOIOM
13-32 paspbiBa COCYIOB KPYIHOIO U CPEIHEro Kajiu-
Opa — aopThl ¥ NoyeyHoit aprepuu. HeaneksaTHas peak-
LIMS1 OpraHM3Ma Jaxe Ha He3HauuTeJbHble (husnueckue
TpaBMbl OblJla OYEBUIHON C JOCTATOYHO PAHHETO BO3-
pacta (¢ 3 ner). BonbHBIM ¢ COCYTUMCTBIM TUIIOM CHUH-
JipoMa KaTeropuyecku MpPOTUBOIOKAa3aHbl (uznueckue
Harpy3ku. [TonbITKa yiMBaHus pa3opBaBUIETOCs] COCYAA
B YCJIOBHUSX BbICOKOCHEIMAIU3UPOBAHHOTO CTal[MO-
Hapa WM3-3a aHATOMO-THUCTOJIOTMYECKUX OCOOEHHOCTEN
COCYIUCTOI CTEHKM HE MOTIJIa ObITh YCIEIIHOW M eaBa
He cTousia pebeHKy xu3Hu. He uckiioueHo, 4yto mnepe-
BSI3Ka MO XW3HEHHBIM [MOKa3aHUsIM KPYIHOTO cOcCyjaa
(MpaBOCTOPOHHEN MOAKIIOUMYHON apTepuu) TMOBbI-
CUJIa HArpy3Ky Ha Jpyrue KpyIHble COCY/Abl, B TOM

YHCJIe HA a0pTY, YTO MPUBEJIO K PACCIOCHUIO €€ CTEHKU
U OOLLIMPHOMY, HE COBMECTUMOMY C XXM3HbIO PA3PhIBY.

3acayXKuBalOT BHUMAaHUSI CBEAECHUSI O AUCTPOdU-
YEeCKUX M3MEHEHUSIX KapJUOMHUOILIMTOB, BBISIBIEHHBIX
natojjoroaHaTOMaMu y morubiiero pedeHka. JaHHble
0 TaKMX OCJOXHEHMUSIX Y OOJBHBIX C COCYIUCTBIM TUTIOM
cuHapoMa Diepca—/JaHao B auTepatype OTCYTCTBYIOT.
Bo3MoxHOCTh UX (opMUpOBaHUSI 00513aTEJIbHO 10J-
JKHa OBbITh MPUHSITA BO BHUMaHUE MPU BeIeHUU OO0JIb-
HbiX. [IpoGaHabl € COCYNMCTBIM TUIIOM CUHIpPOMa
HYXIAIOTCS B KapIMOJIOTMYECKOM OOCIeq0BaHUM;
Mo-BUAMMOMY, UM MTOKA3aHO paHHee Ha3HAuYeHUE KOM-
MjieKca MeIuKaMeHTO3HbIX MPenapaToB, yaydyllalouux
(GyHKIIMIO MUOKapAA.

3akniovyeHue

Cocyaucteiii  TUIN cuHApoMa Onepca—/laHio —
KpaifHe TsoKesloe MOHOTEHHOe 3a0oJieBaHMe COCTUHU-
TEJIBHOW TKaHU, Tpebylolee MOCTOSHHOTO TWHAMMUYE-
CKOTO HAOTIOMEHUs OOJBIION TPYMIIBI METUITMHCKUX
CIIEIIMATTUCTOB  PAa3IMYHOTO TPOMWIS: TEeHETUKOB,
MeANaTpOB, TEepareBTOB, KapaHWOJIOTOB, IIYJIbMOHO-
JIOTOB, XUPYPTOB-OPTOTICNOB W COCYIUCTBIX XUPYPTOB,
aKyIIePOB-TMHEKOJIOTOB (IIJ151 OOJBbHBIX XKEHCKOTO T10J1a).
PesynbraThl mpencTaBIeHHOTO HaOMIOACHUST CBUICTEb-
CTBYIOT, YTO BO M30eXaHWE TMPOITyCKa OOTBHBIX 1IeJIECO-
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00pa3HO MEPECMOTPETh MUHUMAJIBHBINA HAOOp IpU3HA-
KOB, HEOOXOOWMBIX JJII YCTAHOBJICHUS KIMHUYECKOTO
nuarHo3a. CeMbsiM, UMEIOIIUM OOJBHBIX C COCYIMCTHIM
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