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Pesrome. HacnenctBeHHBIe 3a001€BAaHU ST COEIUHUTETLHON TKAHU IMPOKO pacrpocTpaHeHbl B Mupe. C CHHIpOMaMHU, BXOASITUMU
B 9TY IPYTITy 3a00JIeBaHNIA, BCTPEUAIOTCS BpauM pa3IMUHBIX CIIEIIUATBHOCTEN — MeInaTpPhl, XUPYPTH, a TAKXKE y3KUe CIIeINaTUCThl —
Kapauosioru, opTaabMoJIoTH U ApyTre. B HacTostiee BpeMst BepubuKaius HO30JI0TMIecKoil (opMbl HaCIeACTBEHHBIX 3a00IeBaHU I
COEIMHUTENIBHOM TKAaHU OCTAETCs 3aTPYIHUTEIBLHOM B CBSI3M C OOIBITUM pa3HOOOpa3ueM MyTaIlNii, a TAKKe BhIpaXkeHHBIM KITMHUYSCKM
noJuMopbu3MoM HEeHOTUTTMYECKUX MPOsIBJIEHU 1 3a00eBaHMil. B co00IIeH Y MpeIcTaBaeHO KJIMHUYECKOe Ha0JIoIeH e NallueHTa
C TIOJIMTEHHBIM HapyIEHUEM COeTMHUTEIbHOM TKAaHU: COYeTAaHMEM Ay TOCOMHO-IOMUHAHTHBIX CMHIPOMOB Dnepca — Jlannoca u Jloiteca —
[utua. B coBpeMeHHOII 1uTepaType onucaHue coyeTaHU sl ABYX JAaHHBIX CUHAPOMOB y OJHOrO MUHAUBUAYYMa HaM HE BCTPETUIIOCH.
[pu oueHKe KIMHUYECKO CUMITOMAaTUKU YCTAHOBJIEHO, YTO OTCYTCTBOBAJ HEOOXOIUMBbI U JOCTATOYHbII KOMIIIEKC (DeHOTUTMUYECKUX
MposIBJIEHU# cuHapoMa Diepca — JlaHnoca cocyauctoro tuna. [pu Haanyum opTaabMOJIOrMYECKON CUMITTOMATUKY (HapacTarou i
OydTanbM), COCyAUCTHIX U3MEHEHU I 1 BOPOHKOOOpa3HoU neopMainy rpyaHON KJIETKU OTCYTCTBOBAIM JaHHBIE 32 BBIPAXXEHHYIO
TUTIEPMOOUIIBHOCTD CYCTaBOB, BEICOKYIO PACTSIKUMOCTD KOXXU, U3MEHEHU I CO CTOPOHBI BHYTPEHHUX MOJIBIX OPTaHOB. DTO AUKTOBAJIO
HEeoOXONMMOCTbD NaJiIbHel el BeprudrKauy [uarHo3a — mpoBeIeHO MTOTHOTEHOMHOE CKaHNPOBAHUE C OOHAPYKEHUEM MYTalluu
B T€TEPO3UTOTHOM COCTOSTHUM B reHe 7T GFBR2 XpoMOocOoMBI 3 (3K30H 5), UTO MPUBOAUT K BO3SHUKHOBEHUIO cuHapoMa Jloiteca — JluTia
2-T0 THTIA C BBIPaXKeHHOU N3BUTOCTHIO ApTEPUAIBHBIX COCYIOB, B TOM YHUCJIE TOJIOBHOTO MO3Ta, HAJTMYUEM aHEBPU3MaTUIeCKOTO UX pac-
mupeHus, ¢ GopMupoBaHueM Kudo3a, MOCTENEHHBIM paclIMPEHUEM U 0cIabeHueM TBEPIOoii MO3roBoit 000J0uku. OnHako y pebeHKa
OTCYTCTBOBAJIM TAKWE YaCTO HabJII0JaeMble CUMITTOMBI, KaK BPOXJICHHBIH ITOPOK cepjIlia K aHeBpU3Ma aopThI, IMIIEBbIe aHOMAaJINU.
Hanuuue omHOBpeMeHHO IBYX CUHIPOMOB C ay TOCOMHO-TOMWHAHTHBIM TUTIOM HAaCJIEIOBAaHUSI Y OMHOTO MaIlMeHTa, BEPOSITHO, MOXET
UMETh aJAUTUBHBIN 3G @EKT 1 UBMEHSTh (PeHOTUNTMYECKME TPU3HAKU. B cTaThe Moka3aHa HEOOXOIMMOCTb MEAUKO-TEHETUYECKOTO
KOHCYJIbTUPOBAHUSI CEMbU U JUTUTEJIBHOTO MYJIBTUAUCIUTIIMHAPHOTO HAOII01eH I peOeHKa.

Knroueesovie croea: pebEHOK, IUCIIA3MsI COEAMHUTEIBHON TKaHU, CUHAPOM Diepca — JlaHyoca, cuHapom Jloiteca — JIlutua, reHOTHII,
MOJIEKYJIIpHO-TeHeTrnuecKast nuarHoctuka, reH COL3A1, ren TGFBR2.
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Abstract. Hereditary connective tissue diseases are widespread in the world. There are doctors of various specialities: pediatricians, surgeons,
as well as doctors of narrow specialties: cardiologists, ophthalmologists and others, which deal with syndromes, included in this group of
diseases. Currently, verification of the nosological form of hereditary connective tissue diseases remains difficult, due to a large variety of
mutations, as well as pronounced clinical polymorphism of phenotypic manifestations of diseases. The report presents a clinical case of a
patient with polygenic connective tissue disorder: a combination of autosomal dominant Ehlers — Danlos and Loeys — Dietz syndromes.
In the modern literature, we have not found a description of the combination of these two syndromes in one individual. When assessing
clinical symptoms, it was found that there was no necessary and sufficient complex of phenotypic manifestations of Ehlers — Danlos
syndrome, vascular type. In the presence of ophthalmological symptoms (increasing ophthalmia — buftalm), vascular changes and funnel-
shaped deformity of the chest, there were no data for pronounced hypermobility of the joints, high skin extensibility, changes in the internal
hollow organs. This dictated the need for further verification of the diagnosis — a full-exome scan was performed with the detection of a
mutation in the heterozygous state in the 7TGFBR2 gene of chromosome 3 (exon 5), which leads to the appearance of Loeys — Dietz syn-
drome type 2 with pronounced tortuosity of arterial vessels, including cerebral, the presence of aneurysmal outgrowth, with the formation
of kyphosis, with gradual expansion and weakening of the dura mater. However, the child did not have such frequently observed symptoms
as congenital heart defects and aortic aneurysms, facial anomalies. The presence of two syndromes with an autosomal dominant type of
inheritance in one patient at the same time can probably have an additive effect and change phenotypic signs. The article shows the need
for medical and genetic counseling of the family and long-term multidisciplinary supervision of the child.

Keywords: child, connective tissue dysplasia, Ehlers — Danlos syndrome, Loeys — Dietz syndrome, genotype, molecular genetic diagnosis,
COL3A1 gene, TGFBR2 gene.
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OHOTeHHBIC (DOPMBI HaCJIeI-

CTBEHHBIX HAPYLICHU I COeIM-

HutesabHOU TKaHu (HHCT)

W IUCTIIa3U U1 COeNMHUTETbHOMN
TKaHu (JCT) nonureHHO-MHOroakTop-
HOI MTPUPOABI C TOCTATOYHON YaCTOTOM
pacnpocTpaHeHbl B MONMYJaS1uu (1o JaH-
HBIM pa3HbIX aBTOPOB, 0T 26% 10 80% cpenun
BCEX BO3PACTHBIX Iyl ¥ oT 74% no 80%
cpenu nereii). C cCMHIpOMaMU, BXOISIIMMU
B 9Ty IpyIIy 3a00JIeBaHU 1, BCTpEUaIoT-
Csl Bpaul pa3IUdIHbBIX CTICLIMATIBHOCTEH —
MeauaTpbl, XUPYpPru, a TakxKe y3Kue cIie-
LUAJTUCTHI — KapaNOJOTH, O(DTaTbMOJIOTH
u npyrue. OmHaKo, HECMOTPST Ha BBICOKUA
YPOBEHb PacIIpOCTPAHEHHOCTH U HaJIUu1e
COBPEMEHHBIX MOJIEKYJISIPHBIX TEXHOJIO-
Ui, yTOUYHEHUE HO30J0TnYeCcKOi (hopMbl
HHCT 3atpynHeHO B CBSI3U ¢ OOJIbIIUM
pa3HoOOpa3ueM MyTallMii, BbIpaskeHHBIM
KJIMHWYECKUM MOJTUMOPGU3MOM (PEeHO-
TUNUYECKUX NPOSIBJICHU 3a001eBaHUI,
3HAYMTEJbHBIMU pa3MepaMy I'eHOB, KOIH-
PYIOIIMX MHOTOYMCICHHBIE OETKH COeTH-
HUTEJIBHOM TKaHU, PEIKOCTHIO MaXKOPHBIX
myTanui u ap. [1].

B HacTosiee BpeMst OnMcaHO CBHILIE
250 HHCT, o0OycoBiaeHHBIX MyTallMsIMU B
reHax KOJITareHOB U O€JTKOB BHEKJIETOYHOTO
marpukca. bonee 70 Ho300rMYecKuX hopm
o0ycioBjaeHbI MyTalusiMu B 30 reHax KoJi-
JIar€HOB U (pepMEeHTOB UX OMOCcHHTEe3a [2].
PaznuyHble MyTalliy B OTHOM U TOM Xe
reHe MOTYT IMPUBOIUTD K COBEPILIEHHO pa3-
HBIM I10 KJIMHUKE 3a001eBaHUSIM, YTO CBSI-

3aHO ¢ 6eJTKOBOI MHOTO(MYHKIIMOHAIBHO-
cThI0. B TO ke Bpemst BOBMOXXHO pa3BUTHE
KJIMHUYECKU CXOHBIX 3a00JIeBaHUH TTPU
MOBPEXIEHUU pa3HbIX FreHOoB [1].
XapakTepHOii UepToit HacIeICTBEHHbIX
HapylleHU 1 MeTaboar3Ma COeTNHUTENb-
HOIi TKaHU SIBJSIETCS MOPaKeHUe opraHa
3peHus [3]. MyTauuu B 68 pa3in4HbIX
reHax MpUBOIST K MAaTOJOTUU OpTaHa
3peHUsl, KOTopas KIMHUYECKU MTPOSIBIISI-
ercst nepexramu poroBuilbl (24%), cetua-
Toit 06osiouku riasa (15%), anomanueit
panyxxku (11%), skronueii/aHomanuei
xpycranuka rinasa (10%) [4]. [maszubie cum-
TITOMBI CITy>KaT pAHHUMM U TOJITOE BPeMs
eIMHCTBEHHBIMY ITPU3HAKAMU HaCJIeI-
ctBeHHol JICT. Ipu HacaencTBEHHBIX
JICT u3aMeHeHMs1 opraHa 3peHust Haubosiee
YacTo CBSI3aHbI C HAPYILIEHUEM MEeTab0I3-
Ma KHUCbIX NIMKO3aMUHOTJIMKAHOB [5].
B xauecTBe mpumepa NpuBOIUM
JNIEMOHCTPALIMIO KIMHUYECKOTO cyydast
HaJU4YUs MHOXECTBEHHBIX aHOMAJIU U
reHOMa Yy OJJHOTO pebeHKa — COueTaHUST
COCYIMCTOTO TUTIA CUHApOMa Diepca —
Hannoca (COA) u cunapoma Jloiieca —
Hurna (CJIA) 2-ro tuna. CBOJ (syndrom
Ehlers — Danlos, SED, mudpp MKb-
10 — Q79.6) — reTeporeHHas rpymnmna
HaCJIeICTBEHHBIX HapyIIeHU COeTUHU-
TEJbHOU TKaHU, BEAYIIMMHU MPOSIBICHU-
SIMU KOTOPBIX SIBJISIIOTCS TUIEPPACTSI-
JKUMOCTbh, XPYTIKOCTb KOXU U TUTIEPMO-
ouabHOCTD cycTaBoB [1]. OMIM: 130000;
30010; 130050; 225400; 229200; 130060;
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225410; Villefranche criteria, Beighton P.
u coaBrT., 1998 [6-8]. CB/I cocyaucro-
r'0o THUIIA — 3TO PEeIKOe HACIEeICTBEHHOE
ayTOCOMHO-TOMMHaHTHOE 3a00JIeBaHUe
COEIMHUTEIbHON TKaHU, BOZHUKAIOIIIEe
B pe3yJibTaTe MyTallM1 B FeHe IpoKoJIare-
Ha Il (COL3A1I). [1auueHThI ¢ 9TUM CUH-
JIPOMOM CKJIOHHBI K pa3pbiBaM apTepuit
1 noJibiX opraHoB. Cpeau Bcex BApMaHTOB
cocynucthiii Tun CHJI cocTaBiasieT mpu-
MepHO oT 5 10 10% ciyuaeB. CocyaucToie
OCJIOXXHEHU S MOTYT TIPOSIBJISITHCS BO BCEX
AHATOMMYECKUX 00J1acTsIX, C TEHACHIINe
K TTOPaXXEeHUIO apTepu il KPYITHOTO U CPell-
Hero nruameTpa. TUITUIHBIMU OCJIOKHEHU-
SIMU STBJISTIOTCSI:

® THMCCEKIINS TTO3BOHOYHBIX U COHHBIX
apTepuy Ha IKCTPa- U UHTPaAKPaHUAIbHOM
YPOBHSIX;

® KapoTUAHO-KaBepHO3Has GUCTya;

® aHeBpu3Ma.

JInarHo3 cTaBUTCSI HA OCHOBAHUM OOJTb-
LIUX U MaJTBIX KINHUUYECKUX KPUTEPUEB,
MOXKeT OBITh IMMOATBEPXKIEH 1abopaTop-
HO UAeHTUGUKAIMEe MyTallu B TeHE
COL3A117, 8].

CJIJ (Loeys — Dietz) — peakoe ayTocom-
HO-IOMHWHAHTHOE 3a00JIeBaHUE COSTNHY-
TEeJIbHOW TKaHU, XapaKTepU3yoIeecs aTo-
JIOTUEH CO CTOPOHBI CEPAETHO-COCYTUCTOM
CHUCTEMBI (AHEBPU3MATUYECKOE pacIIvpe-
HME U PACCIIOEHUE a0PThl U APYTUX apTepUil
CpeIHero 1 KpyImHoro Kajauopa, reHepaiu-
30BaHHAasl U3BUTOCTb apTEPUii € Mporpanu-
€HTHBIM XapaKTEePOM TEYEHMUSI) B COUETAHUM
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C pa3IMIHBIMKY AHOMAJIUSIMU OTTOPHO-IBU-
rareibHO# cucteMbl. OKoto 25% malueHToB
MMEIOT OJIM3KUX POICTBEHHUKOB C TAKUM XK€
IIMATHO30M, B 75% ciyuaeB CJIJ] Bo3HMKaeT
de novo [9]. 3abosieBaH1e XapaKTepU3yeTCst
HeOJIaronpusITHBIM TTPOTHO30M. JlaHHBIe
0 cpellHel MPOIOJXKUTEIbHOCTU KUZHU
nauyeHToB ¢ CJI/I BapeupyioT ot 26 10 37
JieT. JleTanbHbIM MCX0M OOBIYHO HACTYTIAET
M13-3a PaCCIOCHMUS MM Pa3pbiBa aHEBPU3MBbI
A0PThl, APYTUX apTEPUIA KPYTTHOTO Kajiubpa
¥ BHYTPUYEPETTHBIX KPOBOM3IUSIHU [9].
T'enetnyeckumu npuunHamu CJ1J1 siBastitoT-
C MyTallM B TeHAX, KOTUPYIOIINX peLIeTI-
TOPHI TPAaHC(HOPMHUPYIOIIETO (paKTOpa pocTa
B1u B2 (TGFBRIw TGFBR?2). BnocnenctBum
OBIJIO OTIpeeIeHO, YTO MyTallu B TeHe
SMAD3, B reHax-nuraHaax TpaHchopMu-
pytouux paktopoB pocrta 2 u B3 (TGFB2
u TGFB3) Takxe cCBsI3aHbI ¢ (DEHOTUITYC-
CKHMMU OCOOEHHOCTSIMU, 00YCJIOBJIEHHBIMU
CJIA [9]. Takum 06pa3oM, MyTalluU BO BCEX
MSATU TeHaX IEMOHCTPUPYIOT UBMEHEHHY IO
nepenavyy CUTHaJIOB TpaHC(HOPMUPYIOIIETO
(dakropa pocra 3 (TDP-), uto peHOTUIIH-
YECKHU MPOSIBISIETCS CXOOHBIMU U3MEHE -
HUSIMU CO CTOPOHBI CEPACUHO-COCYTUCTOMU
CUCTEMBI, a TaAKXKe YePEeTHO-JIULICBBIMU
M CKEJICTHBIMUY aHOMaJusaMu [9] (Tabir. 1).

KAMHMYeCKul cayuan

JleBouka ponuiack v MOCTOSIHHO MPO-
xuBaeT B [Ipumopckom kpae. [1o naHHBIM
PONOCTOBHON MMEETCS OTSTOLIEHHA s
HAaCJeJCTBEHHOCTb: IO MAaTEPUHCKOM
JIMHUY TIPOCIIEXXMBAETCSl apTepuaib-
Hasi TUMIePTeH3u s, 6abylIKa Mo 3Toi ke
JIMHUY TIepeHeca paK MOJIOUHO Kele3bl;
0abyuika mo OTUOBCKOW JTMHUY cTpajajia
TUTIEPTOHUYECKOU OOJIE3HBIO U CAXapHBIM
nuadeToM 2 THIIA.

Poputenu oTpuiialoT BpemIHbIe BO3-
NecTBUSA B CBSI3U € TpodeCcCuOHalbHOMN
NeSITeTbHOCTBIO U TI0 MECTY TIPOKUBAHMSI.

W3 anamHe3a u3BECTHO, YTO PEOEHOK OT
TpeTbeil 6epeMEeHHOCTH (MepBast 3aKOH-
YUJIaCh POXKJIEHUEM 30POBOI 1€BOUYKH,
BTOpasi — CaMOIPOM3BOJIbHBIM a00PTOM
Ha 8-i1 Henese rectaluu). bepeMeHHOCTH

2020] / Types of Loeys — Dietz sy
0. E. Agranovich et al., 2020]

npoTekaja 06e3 ocJIoXHeHUIt. Ponbl BTophIe,
CPOYHBIE, CAMOIIPOM3BOJILHBIC, B TOJIOBHOM
npesexxanuu. JleBouka ponuiack ¢ Mac-
coii tena 3940 1, inuHOM — 56 cM, OLIEHKaA
1o mkaJie Anrap — 8/9 6anos. Haxonunach
Ha TPYJHOM BCKapMJIMBAHWU JI0 3 MecsI-
1IEB B CBSI3U C TUIIOTAaJlaKTUEH Yy MaTepu.
[lcuxomMoTOpHOE pa3BUTHE 11O BO3PACTY.
I[IpodunakTuyeckre NpUBUBKHU B COOT-
BeTCTBMU ¢ HallMoHaIbHBIM KaJleHaapeM.
[lepeHeceHHbIe 32001€BaHUsI — THEBMOHU S
B 5 JIeT; TpaBMBI — IIEPEJIOM JIYUEBOIl KOCTH
JIEBOI pyKH B 7 JIET.

B mectuneTrHeMm Bo3pacTe y pebeHKa
OblJTa TMaTHOCTUPOBaHA MUOITHSI, KOTO-
pas pe3Ko IporpeccupoBaja c Hapac-
TAIOIINM CHUXEHUEM OCTPOTHI 3PEHUSI.
B nanpHelieM mosiBUJICS 3k30¢hTalibM
crpaBa, KOTOPbIi MOCTENEHHO HapacTall.
B 10 et npucoenmHuics a3k30¢gTajibm
cjieBa, OTMeYaJiuCh rOJOBHbIE OOJIU.
ITpu o6¢cnenoBanum B [Ipumopckoii aet-
CKOM KpaeBOi KJIMHUUYECKON OO0JIbHUIIE
Neo 1 (ITAKB Ne 1) neBouke mpoBeu Mar-
HUTHO-pe30HaHCHY0 ToMorpaduio (MPT)
roJoBHOTO Mo3Ta. belma oOHapykeHa
aHeBpU3Ma BHYTPEHHEU COHHOI apTepun
pasmepamu 6,5 X 7,6 mm. OGcieoBaHa
B KpaeBoM MennKo-TeHETHIeCKOM IIeHTpPe
BiianuBocToKa, IJie mpoBeneHO NCCenoBa-
Hue Kaprotuia — 46X X, KOHCYJIBTHPOBa-
Ha TeHETMKOM — XPOMOCOMHas aTOJIOT U s
HUCKJIIOYEHA.

TIpu o6cnenoBanmu B ITJAKB Ne 1 o6Ha-
PY>XE€HO pe3Koe MOBbIIIEHUE BHYTpUYE-
PEeMHOro NaBJeHu s, YCTAHOBJIEH AUarHO3:
«OU-Muonuueckasi 60je3Hb, MyJIbCUPY-
oI K30 TabM, BTOPUYHAS IJIAyKO-
Ma», cOnyTCcTByIomuil — «Dy3udopmHuast
AHEBpU3Ma NPAaBOW BHYTPEHHEN COHHOM
aprepum». [IpoBeneHa TPaHCKOHBIOHKTH-
BaJTbHAsI Ta3epHast KoaryJsius. JJoKyMeHThI
Ha OKa3aHWe BBICOKOTEXHOJIOTUUECKOM
MeaurHckou noMoiu (BMIT) HanpaB-
siensl B PI'BY «<HM ML rnasHbIx 6051e3HeiH
uM. ['erbMrosbiia M3 PD», rne B cBsI3U
C COYETaHHBIM MOpakeHUEM COCYIOB
OBbLJIO PEKOMEHIOBAHO A000CIe10BaHE
y Heiipoxupypra. B nanbHelinem orMeua-

Tabauua 1
Tunbl cuHapoma Noieca — AuTua [no Tabauue U3 ctatobu 0. E. ArpaHOBMY U COABT.,

rome [according to the table from the article

Tun cunppoma Aokanu3aumus B xpomocome | AoKanu3auMA BreHe
CuHapom Noreca — Autua 1-ro Tuna 9022.33 TGFBR1
CuHapom Noieca — AUTua 2-ro Tuna 3q24.1 TGFBR2
CuHapom Novieca — AuTtua 3-ro Tuna 15q22.33 SMAD3
CuHapom Noieca — AuTua 4-ro Tuna 1941 TGFB2
CuHapom Noieca — AuTua 5-ro Tuna 14924.3 TGFB3
CuHapom Noreca — AuTua 6-ro Tuna HeT A@HHbIX SMAD2
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Puc. 1. O¢Tanbmockonua OD [paHHbIe
noAyuyeHbl aBTopamu] / Ophthalmoscopy
0D [data obtained by the authors]

JIoch ycujeHue 06oJieBoro cuHapoma (60J1b
B IJ1a3ax U pe3Kue roJ0oBHbIE 00JIN), KOTO-
PbIii IBITAJIMCh KYTTMPOBATh MMOCTOSTHHBIM
npueMoM 00JICYyTONSIIOIIMX TIpernapaToB
(10 6 TaGJIeTOK B CYyTKH). MenuIIMHCK1E
JIOKYMEHTBI peOeHKa ObIJIM HalpaBIeHbI B
HUWKMU nennarpuu um. 1O. E. Bensruiena.

ITocne amOyaTopHOTO OOCIIEIOBAHUS
o(TanbpMonoramu (puc. 1) 6bLI BEICTaBICH
IarHo3: «BropuuHast JeKOMIIEHCUPOBaH-
Has TJayKoMay. JleBOuKy rocrmuTaau3upo-
BaJIu B OPTaIBMOJIOTMIECKOE OTIEICHUE
IUTST TUTAHOBOT'O OTTEPAaTUBHOTO JICUSHU .
[TepBbIM 3TaIOM XUPYPTUUYECKOTO Jeye-
HU 1 ObIJIO TPOBEEHUE TOHUOCKOITU U O]
Hapko3oMm, OS-HenmpoHUKaIOIIEH Tiy-
0OKOI CKJIep3IKTOMUU, (POpMUPOBaAHUE
06a3aJibHOM K0o1000MBI. B Xo1e onepannu
BHYTPUTIJIa3HOE JaBJIeHUE CHU3UIIOCH, pa3-
Mep IJ1a3a YMEHbIIMJICS, POTOBUIIA HEMHO-
ro nmpoceTiena. B mociaeonepanimoHHOM
Mepuoe NCUYE3IU TOJIOBHBIE 00N, OTMe-
HEH NpueM 0O0JICYTOJSIOIIUX CPEICTB.

BTopbiM 3Tamom uepe3 6 mecs-
1IeB B TJIAHOBOM TIOPSIIKE MPOBEICHBI:
OD-npoHukartomas rimyookasi CKJIepaKTo-
must, hopMupoBaHue 6a3abHOI KOJ0O0-
MbI, TOHUOCKOIU S o1l Hapko3oM. [Tocse
orepalMy BHYTPUIIa3HOE AaBJICHUE CHU3U-
JIOCh, pa3Mep I1a3a He3HAYMTETbHO YMEHb-
LIMJICS, U POTOBUIIAa HEMHOTO IpOCBeTIea
WHTpaAOINepallMOHHO B BEPXHEM OTIEIE.
B nepenHIoo kaMepy BBeIeH BUCKORJIACTUK
[TpoBuCK 1 CTEPUIIBHBIN BO3IYX JIJIST TIO/I-
JiepKaHUsI KaMepbl ¥ CTaOMTU3alIy UPUI0-
XPYCTaJIMKOBOI MEMOpPaHBHI.

Hanee neBouyka Obljia o6caenoBaHa
u KoHcysabTupoBaHa B HM UL Heiipo-
xupyprum um. akaa. H. H. Bypaexnko
Munsapasa PD, mposeneHa aHTuorpa-
¢us (puc. 2), B pe3yabrare 4ero Oblj Moja-
TBEpXJeH n1artos: «Pys3udopMHast aHeB-
pu3Ma CynpakJMHOUIAJTbHOTO CerMeHTa
BHYTpPEHHEN COHHOU apTepuu cripana.
[TaTonorusi COeAMHUTENBLHON TKAHW»,

JIEYALLIMU BPAY, TOM 25, Ne 10, 2022, https://journal.lvrach.ru/



Puc. 2. AHrnorpa¢us cocyaoB roA0BHOro Mo3ra: ¢py3udpopmHas aHeBpu3ma
CYNPaKAMHOMAAABHOIO cCerMeHTa BHyTPeHHEW COHHOM apTepuu cnpaBa [AaHHble
noAyueHbl aBTopamu] / Angiography of cerebral vessels: fusiform aneurysm of the
supraclinoid segment of the internal carotid artery on the right [data obtained by the au

orepaTUBHOE JIeYeHUEe Ha TOT MOMEHT
MOKa3aHo He ObLJI0, PeKOMEHI0BAHO T HA-
Muueckoe HabmoaeHue. B 11 1eT neBouka
BIEpBBIEe OOCeI0BaHa B IeauaTpuye-
ckom otaenenuu HUKHW nenuarpuu um.
10. E. BeapTuiesa. [1pu moctyrmieHun
XKaJo0bl HA CHUKEHUE 3peHu s, 00U
B TJIa3aX, YBeJIMUYEHUE TJIa3HBIX SI0JI0K,
TOJIOBHBIE OOJIN, YTOMJISIEMOCTb, SMOIIH-
OHaJIbHYIO0 JJabuabHOCTh. [Ipu ocMoTpe
oOpalasa Ha ce0s BHUMaHHE BOPOHKO-
oOpa3Has aedopmalius rpyIHOM KJIETKH,
MOBBIIIIEHHAS TTOABUXHOCTb KOJICHHBIX,
JIOKTEBBIX U JIy4e3amsICTHbIX CyCTaBOB, Opa-
XUJIaKTUIIMSI, TJIOCKOCTOIUE, CUCTOIUYe-
CKUH IIyM, KOPOTKUM, C MAKCUMAaJIbHOM
30HOU BBICJIYIIIMBAHU S HAMl BEPXYIIKOW
W HUKHEH TPEThIO IPYIUHBI.

Status localis: BBIpa>KeHHBIIM TBYCTOPOHHMIA
OydTaabM, CMelIaHHAs! MHBEKIIMS IJIa3HBIX
SIOJIOK, IBUSKEH WS TJIa3HBIX SI0JIOK OrpaHuve-
HBI, TJIa3HbIE IEeJTN He CMBIKAIOTCS.

ITo naHHBIM JJaOOpPaTOPHBIX 0OCTIEIOBA-
HU: OOIIMI 1 OMOXUMUYECKUIA aHATU3bI
KpPOBH, UCCJIEIOBAHU I yPOBHSI TOPMOHOB
LIMTOBUIHON XeJe3bl, Koaryjiorpamma,
MokasaTejiu ryMopajJbHOTO UMMYHUTETA,
onpeaeaeHue HIMPKYIUPYIOIINX UMMYH-
HBIX KOMIIJIEKCOB B KPOBM — TTOKa3aTeIu
B IIpeaeiax BO3pACTHOM HOPMBI.

YuuTtbiBas, 4TO AeBOYKA ITPOXKUBAET
B [IpuMopckoM Kpae, rae BhICOKa pac-
NPOCTPAHEHHOCTh KPaeBO CUCTEM-
HOW cocynucToil narosoruu (0osie3Hen
Kasacaku u Takasicy), ObLIN UCCIeIOoBa-
Hbl C-peakTuBHbII 6e10K (CPB), kiet-
KU KkpacHol BosiuaHkU (LE-kaetkn)
1 peBMO(aKTOP — OTKJOHEHU I OT HOPMBbI
He Ob110. Tak>ke ObIJIM MCCJIETOBAaHbI
aHTutesa (AT) K uuTonaasMe HEUTPoO-
bunoB (ANCA) — 0,4 Ex (Hopma — 1o 1,0
En), antusinepusiii anturex (ANA, uiu

antusaepabie AT) — 0,6 En (Hopma — 10
1,2 En). Dnekrpokapauorpadpus, DXO-
Kapauorpadusi ¢ UCCleIOBaHUEM COCTOSI-
HUSI BBIXOIHBIX OTJEJIOB KOPOHAPHBIX COCY-
JIOB, OPIOIITHOM A0PTHI, TOYECUHBIX apTEPUit —
6e3 matojorun. O6HApyKeH MpoJIaTc
1-i1 cTeneH MUTPAJILHOTO U TPUKYCITH-
aJIbHOTO KJIAaMlaHOB, a TaKXe KJjaraHa
JIETOYHOH apTepuu.

Ha MPT ronoBHoro mo3sra (puc. 3)
C KOHTPAaCTUPOBAHUEM CTPYKTYPHBIX
HapyIllIeHU} BellecTBa FOJIOBHOTO MO3ra He
BBISIBJIEHO. BHYTpeHHUE COHHbIE apTepuu

Puc. 3. MPT ronoBHOro Mo3ra B COCyAMCTOM pPeXXUMe C KOHTpacTUpOBaHUEM [AaHHbIe
noayueHbl aBTopamu] / MRI of the brain in vascular mode with contrast [data obtained
by the authors]
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UMEIOT HOpMaJIbHBIN X0 U TUaMeTp, pac-
MMOJIOXKEHBI cMMMeTprdHO. CIipaBa BU3y-
aJIM3UPYyeTCsI BEPETCHOBUIHOE PACIINPE-
HUE KOHEYHOT0 OT/Ie)Ia BHYTPEHHE! COH-
HOI apTepun, TPOKCUMAJIbHBIX OTIEIOB
CPEIHEN U IepeHe MO3TrOBbIX apTepUil
pa3smepamu 12 X 25 mMm. CiieBa uMeeTcst
aHaJIOTMYHOE paclIMpeHre BHYTPEHHEN
COHHOI apTepuu B o0actu oudypka-
uuu pasMepamu 11 X 5 MmMm. MarouTHo-
PE30HAHCHBIN CUTHAJI BHYTPU COCYI0B
onHoponeH. MHTpakpaHUal bHbIC OTACTbI
IMO3BOHOYHBIX apTepUil HE U3BUTHI, HE3HA-
YUTEJbHO aCUMMETpUIHBI. OCHOBHAST
apTepus He U3MEHEHa, NEJUTCS Ha 3aTHIC
MO3TOBBIC apTePUU. 3aTHUE COCTUHUTEIb-
HbIE apTepUN BU3yaJIU3UPYIOTCS YeTKO.
[Ma3HUTIB UMEIOT HOpMaJIbHbIe pa3Mephl
U (popmy. I'ma3Hbie 1010KU YBEJIUYECHBI
10 40 MM B TMaMeTpe, UMEIOT YeTKHE POB-
Hble KOHTYPbI. CTEKJTOBUIHOE TEJIO OHO-
ponHoO. 3puUTeNIbHbIE HEPBbI, PETPOOYIb-
OapHag KJieTyaTKa, rJ1a3Hble MbIIILIbI —
0e3 BUAMMBIX U3BMEHEHU . 3aKII0UeHHUE:
«bydranbMm. MHoxXecTBeHHBIE Dy3uhOpM-
HBIe aHEeBPU3MBI CYITPaKJINHONIATIbHO-
ro cerMeHTa NMpaBoOil BHYTPEeHHE COH-
HOI apTepuu, MPOKCUMAJIbHBIX OTIEJIOB
CpeIHEN 1 mepeaHe MO3TOBBIX apTEPUN
U (py3udopMHOE paciiipeHue cyrnpakin-
HOMIAJILHOTO OT/IeJIa JIEBO BHYTPEHHEN
coHHolt aptepuu. [loBTOpHOE HCCIIenO-
BaHME COCYI0B rOJIOBHOTO MO3ra CBU/IE-
TeJIbCTBYET 00 OTpULIATEbHOM TMHAMUKE
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CTpanMukKa neapuarTpa
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B BUJIC YBEJMYEHU ST KOJTMYECTBA aHEB-
pu3M, HapacTaHuu OydTaabmar.

B ¢BsI3U ¢ TTONTYyYeHHBIMU TaHHBIMU
pebeHKa HalpaBUJIM Ha KOHCYJIBTAIIUIO
B ®I'BHY HUMU peBmartosorum um.
B. A. HacoHoBOIi: M0 JaHHBIM KJIMHUYE-
CKOI KapTUHBI M 00CIeIOBaHMST pEBMaTH -
YeCcKHUe U CUCTEMHBIE 3a001eBaHU Sl COCY-
JIOB, a0PTOAPTEPUUTHI HE OOHAPY KEHbI.

COBOKYITHOCTb (heHOTUITUYECKUX TTPU-
3HAaKOB U JaHHbIE aHaMHe3a TpeOOoBaIu
npoBeaeHus uddepeHInaabHOro 1ua-
rHo3a. JIeBouKy MpOKOHCYJIBTUPOBAJ TeHE-
Tk OCIT HUKMU nennatpum um. akan.
10. E. Benpruimena. AnddepeHmanbHbIIA
IMarHo3 3a00JieBaHUl Y peOeHKa ITPOBO-
JTAJICS TIO IBYM OCHOBHBIM JIMHUSIM: TIaTO-
JIOTU S TJ1a3 M COeAMHUTEIbHOTKaHHA S
NMCTIIa3UsI B COYSTAHUU C 3a00JIeBaHUSIMU
a3 (tabJj. 2). Jns nuddepeHnanbHoOM
NIMarHOCTUKU ITPOBENEHO FreHETUYECKOE
KccaenoBaHye Ha HaJIMYKMe IOBEHUJIbHOM
OTKPBITOYTOJILHOM TJIayKOMBbI, PE3YJIbTaT
JAHK-aHnanu3a — mnouckK MyTaluii B reHe
MYOC (0TBeTCTBEHHOT0 3a pa3BUTHE IOBE-
HUJIBHOM TJIayKOMBI) — MyTalllii He OOHa-
pyxeHo. C 1IeJIbI0 UCKTIOUEHUST TOMOII-
CTUHYPHUU TIPOBEICH aMUHOKUCIOTHBII
aHaJIN3 MOYU — CONlepXKaHNEe AMIUHOKUCIIOT
B IIperesiax HOPMEI.

C uenbio BepupuKauuum CUHIPOMab-
HOI MaTOJOTUU TIPOBEICHO TeHETHYECKOe
HCCIIeIOBAaHME — TTOMCK YaCThIX MyTallU it

BreHe PLODI Arg319X v nynaukanuu
8, 9, BKI104ast 9k30HbI 10-16, OTBETCTBEH-
HBIX 32 KupocKoarnoTuueckuii T CHJI,
KOTOPBI XapaKTepu3yeTcs BBIpakeH-
HOW 0(PTaIbMOJIOTMYECKOM MaToJI0ruei,
MOJOOHBIX MyTallUil HE OOHAPYKEHO.
Jnsg uckinoueHus cuHapoma KpoysoHa
npoBeaeHa peHTreHorpadus yepena —
aHOMaJIMI CTPOEHU S Yepera He BbIsSIBJICHO,
TypeLKOe CeJ10 HOpMaJbHbIX pa3MEPOB,
MOIEePEeYHbII CUHYC HECKOJIBKO YTIyOJIeH,
YMEPEHHOE TOBBIIIIEHNE MaTbLIEBbIX BIAB-
JieHuii. B 061acTy r1a3HuIl — yIJIOTHEHUE
MSATKUX TKaHEH, BEIXOISIIINX 32 ITPEIeITbI
opouTt. PentreHorpadus Kkocteli rojaeHu,
KHUCTel pyK — MaTOJIOTUU HE BBISIBJIICHO.
KocTHbl#l Bo3pacT coorBeTcTBYeT 11 ro-
J1aM — MMacropTHOMY BO3PaCTY.

C 1IeJ1bI0 UCKJIIOYEHU ST TOPOKOB pa3-
BUTHSI BHYTPEHHUX OPraHOB MPOBEICHO
yJAbTPa3ByKOBOE UCCIETOBAHUE OPTaHOB
OPIOLIHOM MOJOCTU U 3a0PIOIIMHHO-
ro MPOCTPaHCTBA, MOYEK, IIIUTOBUIHOMN
JKeJie3bl — MaTOJIOTU U HE BBISBJICHO.

HecmoTps Ha pe3ynbraThl TPOBEIEHHBIX
TEHETUUYECKUX UCCIICIOBAHU I (OTCYTCTBUE
MTOATBEPKACHUS TTPU TEHETUUECKOM MCCIIe-
JIOBAaHUM JIBYX HanboJiee YaCcTO BCTpeYaro-
IIUXCS MYTallMii, OTBETCTBEHHBIX 32 KM(O-
ckonnotuyeckuii Tun CIJ1), y pedbeHka
OBbLJIY BbIPaXKEHbI MPOSIBJIEHUS CUHIPO-
Ma COeAUHUTENbHOTKAHHOW AUCTLIA3U U
C SIPKOM KJIMHUYECKOW CUMIITOMATUKOM.

Tabaunua 2

AnddepeHumanbHbI AMarHo3 3aboneBaHunA y pebeHka [Tabauua coctaBaeHa
asropamu] / Differential diagnosis of the disease in a child [table compiled by the authors]

Maronorusa rnas
(rna3HbIX AGAOK, OPOUTDI)

CucremHble 3aboneBaHusa

BpoxxaeHHas rnaykoma

® HacneacTBeHHas

® BHyTpuyTpO6Han

® BpoxaeHHas
OCAOXHEHHas, AW
IOBEHWAbHAS (fOHOLecKas),
rnaykoma

o CuHapom Ctepaxa —
Bebepa

(rnaykoma)

MO3ra)

HacneacTBeHHble 3a60AeBaHUA U CUHAPOMbI
o CuHapoM Anapca — AaHaoca VI Tuna (Myvonus, raaykoma)
o AuccermeHTanbHas Aucnaasus CuabBepmaHa — XaHaMakepa

o CuHapom Typaepa. Mykonoarcaxapuaos | Tvna (yBeAnueHve
pa3mepa raasHoro s6A0ka — MeranokopHea, NacTo3HOCTb, OTEK BEK)
o CuHapom XaHTepa. Mykonoancaxapuaos |l Tuna (yBeanuexune
pasmepa ranasHoro s6A0ka, HoBOO6pa3oBaHWE COCYAOB Ha PaAyXKe)
o CHApPOM MapdaHa (TaxeAraa MUONUA, rAaykoma)

o AHomanuu Metepca, Purepa | Tuna, AkceHdpeabpa (rAaykoma)

® [OMOLMCTUHYPUA (rAayKoma, BOpOHKoobpa3Has aedopmauns
TPYAHON KAETKM)

o CrHApOM YaibypHa — MalicoHa (aHEeBPU3Mbl COCYAOB FOAOBHOIO

o CuHAPOM Kpy3oHa (aHOMaAUK CTPOEHMSA yepena C BbiCTynatoLim-
MU rA@3HbIMU ABGAOKAMM)

MepBuuHas rnaykoma
® 3aKpbITOyroAbHas
© OTKPbITOyroAbHas

3aboneBaHuna

CUCTEMHbIe COCYAUCTbIE (A0pTOapTEPUUTBI) U peBMaTUUECKUE

® Y3eAKOBbIV NepuapTepunT
® bonesHb Takascy
e bone3Hb KaBacaku

BropuyHasa rnaykoma

® Ha doHe 3K30reHHbIX

1 3HAOTEHHbIX BOCMAAUTEAD-
HbIX NPOLECCOB

o TpaBMbl rAa3a

® BHyTpUrAasHble onyxoau

rnaykoma)

HoBoob6pa3oBaHus, B T. 4. 310KaYeCTBEHHbIE, TAa3HbIX A6AOK,
op6uThbl, MO3ra
® AHrMomartos, HeMpodrbpPomaTo3 (yBEAUYEHWE TAa3HbIX SONOK,

® PetuHobAacTOMa
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st yTouHeHU sl AMarHo3a ObIIo mpo-
BEIEHO IMOJTHOE 9K30MHOE CKaHUPOBAaHUE,
a Take IMOWCK MaTOTeHHBIX MYyTallnii,
aCcCOIMUPOBAHHBIX C TTATOJIOTUEH coeu-
HUTEJbHOI TKaHU. BBISIBIIEHBI MyTaIIUN:
¢.2092G>A (B reTepo3UroTHOM COCTO-
ssHuM) B reHe COL3A1 ¢ nokanuzauuei
Ha xpomocome 2q31 (3k30H 30). MyTtanuu B
JTAHHOM Te€He TPUBOASIT K BO3SHUKHOBEHUIO
cocynuctoro tumna CBJ1 (OMIM 130050),
TUII HACJIEIOBaHU S — ayTOCOMHO-IOMU-
HaHTHBIN. [eH COL3A1 xonupyert anbda-
l1-uens kosyareHa I11 Tuna, KoTopblit
SIBJISIETCSI OMHUM 13 OCHOBHBIX KOJJIATEHOB
BHEKJIETOUHOTO MaTPUKCA U CONEPXKUTCS,
B OCHOBHOM, B CTEHKE KPOBEHOCHBIX COCY-
IIOB, TIOJIBIX OPTAHOB, B JIETKUX U KOXe,
a TaKKe PeryJnpyeT pacriooXeHe U CUH-
Te3 B TKaHU (UOPHMILISIPHBIX CTPYKTYP KOJI-
sareHa | tuna.

IIpoBeneHHOE MOTHOZK30MHOE CEK-
BEHUPOBaHME MO3BOJIMJIO TaKXe OOHa-
pyXuth MmyTanuio c.1234G>A (B retepo-
3UTOTHOM cOCTOssHUM) B reHe TGFBR2
XpomocoMbl 3 (3k30H 5). JlaHHast MyTa-
1IM$ paclieHeHa KaK BepOSITHO MaTOTeH-
Hast. MyTanuu B JaHHOM TreHe TIPUBOIST K
Bo3HukHoBeHM10 CIIJI 2-ro Tunma (OMIM
610168), TvM HacAeTOBAaHUS — Ay TOCOMHO-
noMUHaHTHBIN. K coxaneHuto, poaurenei
pebeHka o0cieoBaTh HE YAaJIOCh.

3aknloueHue U BbIBOAbI

Takum o6pa3om, y JTaHHOTO pebeHKa
HUMEIOT MeCTO:

e cunapom JACT TkaHu: HaJIMuue coCy-
NUCTBIX aHEBPU3M;

® CHUXEHME HACOCHOI (DyHKIIUM TIelIe-
pUCTOTO Tea;

® CHUXXEHUE OKYJISIPHOU APEHAXHOU
(GYHKIMU KaK IpOSIBJICHUE COYCTaHUS
cocynuctoro tunia COI u CJIJI 2-ro Tumna;

® I0BEHUJIbHAS IJ1ayKoMa C TSKEJIbIM
MpPOrpeccupyloliuM TeueHreM Ha poHe
couetaHus cuHapomoB ICT.

B noctynHoiit HaM oTedyeCcTBEHHOM
1 3apy0eXXHOI TuTepaType KJIMHUYECKOTO
OINMCaHUs MPEACTaBJICHHON HAMU coUe-
TaHHOI MaTOJOTUU HE 3aPETUCTPUPOBAHO.
DdeHOTUIINYECKOE CXOACTBO CUHIPOMOB
HacJIeACTBEHHBIX HAPYIIIEHU I COeIMHU-
teabHoM TKaHu u JICT, monnopraHHOCTh
MPOSIBJICHU, TPOTPEAUCHTHOCTD TCYCHU ST
MMPUBOAST K TPYIHOCTSM B JTUATrHOCTUKE
U CBOEBPEMEHHOI BepuduKaluK 11arHo-
3a. B o0cienoBaHuy nalMeHTa C MaTojio-
rueit COI1, cocyauctoiii Tumn, u CJIJ1 2-ro
TUMNa AJs BepuduKaluy 1MarHo3a pela-
IOIIIYIO POJIb UTPAET MPOBENEHUE MOJHO-
9K30MHOI'0 CEKBEHUPOBaHUSI.

IIpencraBieHHBI KIMHUYECKUMA CTy-
yail mo3BOJIsIeT 000raTUTh HAIIIM 3HAHU ST
JNIEMOHCTpallMeilt HOBOIO COYETaHHOTO
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¢eHoTHMTIA B BUIE TPENCTABICHHBIX CH-
JIPOMOB COETUHUTEILHOTKAHHOM MaTo-
JIOTUU, KOTOPbIe UMEIOT aJAUTUBHBI I
3P PeKT U MEeHSI0T (PeHOTUNUYECKHE
MMpU3HAKM MallieHTa.

BaxxHoe 3HaueHUe 17151 BepubUKaInu
IVarHo3a U MOHUMaHU ST MeXaHU3MOB
pa3BUTHUS MATOJOTMU Yy peOEeHKa UMEIOT
MOJIEKYJISIPHO-T€HETUUYECKUE METOLbI
HCCIENI0BaHUSI €ro OJMKal X poJICTBEeH-
HUKOB (pOAUTENCH, NeaylieK u 6adyIiex,
cn6coB). TakuM ceMbsIM ITOKa3aHO MEIH-
KO-TEHETUYeCKOe KOHCYJIbTUPOBAHUE
U JUTUTEbHOE MYJBTUIUCIIUTIIMHAPHOE
"aomonexue. [l

ABTOpPbI BblpaXatoT UCKPEHHIOK BAaaropap-
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um. akaa. H0. E. Beabtuiiesa ®IrAQY BO PHU-
MY nmenun H. W. NMuporosa MuH3apaBsa Poc-
CUK, NPUHUMABLLUM yyacTue B HaBAOAEHWM
1 AeYeHun naumeHTkn, — A. U. AaHWAbIUEBON
n M. M. Ckpunuy.

MCTOYHMK dMHaHCUMpOBaHKS: pabota BbINOAHEHA
B pamkax loc. 3apaHus.

KOHO®AUKT MHTEPECOB. ABTOpbI A@HHOWM
cTaTbu NOATBEPAWUAU OTCYTCTBUE KOHOAUKTA
MHTEPECOB.

CONFLICT OF INTERESTS. Not declared.

Auteparypa/References

1. HacnenctBeHHbIe U MHOTO(AKTOPHbBIE Hapylle-
HUSI COSIMHUTEIbHON TKAHU Y IeTEi aJITOPUTMbI
NIMarHOCTMKM, TaKTUKa BefAeHUs. [TpoexT poc-
cuiickux pekomengauuii. 2014; 93 (5): 4-11, 13.
[Hereditary and multifactorial disorders of connec-
tive tissue in children diagnostic algorithms, man-
agement tactics. Draft Russian recommendations
2014; 93 (5): 4-11, 13 [Rus].]

. Kaodypuna T. U., Top6ynosa B. H. Aucnnasus

[3S)

coelMHUTENbHOM TKaHu // Kazanckuit Menu-
HUHCKUIA XypHai. 2007; (5): 2-5.

|Kadurina T. I., Gorbunova V. N. Connective tissue
dysplasia // Kazanskiyi medicinskiyi zhurnal.
2007; (5): 2-5 [Rus].]

Koznoea C. U., Jlemuxosa H. C. HaciencTBeHHbIE

d

CUHIPOMBI U MEAMKO-TEHETHYECKOE KOHCYJIBTH-
poBanue. M.: [paktuka, 2007: 448 c.

[Kozlova S. I., Demikova N. S. Hereditary syn-
dromes and medical and genetic counseling.

M.: Praktica, 2007: 448 s. [Rus].]

banesa Jl. C., 3omosa C. A., Cemsaukuna A. H.,

hal

Hukonaesa E. A., bonoapenko H. A., Cunseuna A. E.
Cunapom Dnepca — Jlansioca y pebeHka U3 paau-
al[MOHHO 3aTPSI3HEHHO TeppUTOpUH // AJTbMaHaX
KJIMHWYecKoi meauiinuel. 2006; (10): 3-9.
|Baleva L. S., Zotova S. A., Semyachkina A. N.,
Nikolaeva E. A., Bondarenko N. A., Sipyagina A. E.
Ehlers —Danlos syndrome in a child from
aradiation-contaminated area // Almanac
clinicheskoyi medicine. 2006; (10): 3-9 [Rus].]
Iloanbiii cnucok aumepamypsl cMompume Ha HaAuleM

catiime https.//www.lvrach.ru/

CBeaeHus 06 aBTOpax:

Cunsaruna Aiia EsrenbeBna, 0.m.4., enag-

HbLI HAYHHbLI COMPYOHUK omdena paouatu-
OHHOU IKONAMOA0UU OeMCK020 803PACma
0Obocobnennoeo cmpykmypHoeo noopasoeneHus
Hayuno-uccaedosamenvciuil Kaunuueckuil
uHCMuUmym neouampuu umeHu aKademuxa

1O. E. Beavmuwesa Pedepanvhoeo eocydap-
CMBEHH020 A8MOHOMH020 00PA308aMENbHOO
yupedcoeHus gvicuieeo obpasosanus Poccuiickuii
HAUUOHANbHBLI UCCAe008aMeNbCKULl MeOUYUH-
ckuil ynueepcumem umernu H. U. Iupoecosa
Munucmepcmea 30pasooxparnerus Poccuiickoil
Dedepayuu; 125412, Poccus, Mockea,

ya. Tandomckas, 2; asipyagina@pedklin.ru
Banesa Jlapuca CrenaHoBHa, 0.m.H., npogec-
cop, 3a6edyouas omoeasom paouayoHHOU K0~
namonoeuu demckoeo go3pacma 0060cobaenno20
cmpykmypHoeo nodpasdenenus Hayuno-
uccne008amenbCKull KAUHUYeCKU UHCIMUmym
neduampuu umeHu aKkaoemuka

1O. E. Beavmuwesa Pedepanvhozo eocydap-
CMBEHH020 A8MOHOMHO20 00PA308AMENbHOO
yupedcoeHus gvicuieeo obpazosanus Poccuiickuii
HAUUOHANbHBLI UCCAe008aMeNbCKULL MeOUYUH-
cxuit ynusepcumem umernu H. U. Ilupocosa
Munucmepcmea 30pasooxparerus Poccuiickoil
Dedepauuu; 125412, Poccus, Mockea,

ya. Tandomckas, 2; Isbaleva@yandex.ru
Axymesa Enena HukonaeBna, nayunuiil
compyOHuK omadena paduayyuoHHoOl IKONa-
monoeuu demcko2o eozpacma 0b60cobreHH020
cmpykmypHoeo nodpasdenenus Hayuno-
uccne008amenbCKuil KAUHUYECKUN UHCIMUmMYm
neduampuu umeHu aKkaoemuka

IO. E. Beavmuwesa Dedepanvroeo 2ocydap-
CMBEHH020 A8MOHOMH020 00PA308AMENbHOO
yupedcoeHus evicuieeo obpazosanus Poccuiickuii
HAYUOHANbHBLI UCCAe008aMeNbCKUL MeOUYUH-
cxuit ynusepcumem umernu H. U. Ilupocosa
Murucmepcmea 30pasooxpanenusn Poccuiickoit
Dedepayuu; 125412, Poccus, Mockea,

ya. Tandomcxas, 2; yakusheva@pedklin.ru
Cemsaukuna Ajia Hukosiaesua, 0.:.H., 21aéHblil
HayuHwlLil COMpYOHUK 0mdena KAUHU4ecKoll eeHe-
muku O60cobaeHH020 CMPYKMYPHO20 NOOPA3-
denenus Hayuno-uccaedogamenvckuil Kaunuye-
CKULl UHCMuUmym neouampuu UMeHu axaoemuxa
IO. E. Beavmuwesa Dedepanvroeo 2ocydap-
CMBEHH020 A8MOHOMH020 00PA308AMENbHOO
yupedcoeHus evicuieeo obpazosanus Poccuiickuii
HAYUOHANbHBLI UCCAe008aMENbCKULL MeOULUH-
cxuil ynusepcumem umenu H. U. Ilupocosa
Murucmepcmea 30pasooxpanenusn Poccuiickoii
Dedepayuu; 125412, Poccus, Mockea,

ya. Tandomckas, 2; asemyachkina@pedklin.ru
ITotpoxoBa Enena AnekcanapoBua, d.m.H., npo-
theccop, 3asedyroujas neduampuueckum omaoe-
sneruem 0Q060cobaeHH020 CMPYKMYPHO20 NOOPA3-
denenus Hayuno-uccaedogamenvckuil Kaunuye-
CKUll UHCMumym neouampuu UMeHu axalemuxa
10. E. Beavmuuwesa Pedepanvrozo 2ocydap-
CMBEHH020 A8MOHOMH020 00PA308AMENbHOO

LECHASCHI VRACH, VOL. 25, Ne 10, 2022, https://journal.lvrach.ru/

Pediatrician’s page
|

yupexcoeHus gvicuteeo obpazoearus Poccuiickuii
HAUUOHANbHBLI UCCACO08AMENbCKUL MEOUUUH-
ckuii ynugepcumem umenu H. U. Ilupoeosa
Munucmepcmea 30pasooxpanenus Poccuiickoii
Deoepayuu; 125412, Poccus, Mockea,

ya. Tandomckas, 2; potrokhova@pedklin.ru
Information about the authors:

Alla E. Sipyagina, Dr. of Sci. (Med.), Chief
Scientific Officer of the Radioecological
Department for Children at the Separate
structural subdivision of the Research Clinical
Institute of Pediatrics named after Academician
Yu. E. Veltischev of the Federal State Autonomous
Educational Institution of Higher Education

N. I. Pirogov Russian National Research Medical
University of the Ministry of Health of the
Russian Federation; 2 Taldomskaya str., Moscow,
125412, Russia; asipyagina@pedklin.ru

Larisa S. Baleva, Dr. of Sci. (Med.), Professor,
Head of the Radioecological Department for
Children of a Separate structural subdivision

of the Research Clinical Institute of Pediatrics
named after Academician Yu. E. Veltischev

of the Federal State Autonomous Educational
Institution of Higher Education N. I. Pirogov
Russian National Research Medical University
of the Ministry of Health of the Russian
Federation; 2 Taldomskaya str., Moscow,
125412, Russia, Isbaleva@yandex.ru

Elena N. Yakusheva, Scientific Officer of the
Radioecological Department for Children at the
Separate structural subdivision of the Research
Clinical Institute of Pediatrics named after
Academician Yu. E. Veltischev of the Federal State
Autonomous Educational Institution of Higher
FEducation N. I. Pirogov Russian National Research
Medical University of the Ministry of Health of the
Russian Federation; 2 Taldomskaya str., Moscow,
125412, Russia; yakusheva@pedklin.ru

Alla N. Semyachkina, Dr. of Sci. (Med.), Chief
Scientific Officer of the Department of Clinical
Genetics at the Separate structural subdivision
of the Research Clinical Institute of Pediatrics
named after Academician Yu. E. Veltischev

of the Federal State Autonomous Educational
Institution of Higher Education N. I. Pirogov
Russian National Research Medical University
of the Ministry of Health of the Russian
Federation; 2 Taldomskaya str., Moscow,
125412, Russia; asemyachkina@pedklin.ru
Elena A. Potrokhova, Dr. of Sci. (Med.), Professor,
Head of the Pediatric Department of a Separate
structural subdivision of the Research Clinical
Institute of Pediatrics named after Academician

Yu. E. Veltischev of the Federal State Autonomous
Educational Institution of Higher Education

N. I. Pirogov Russian National Research Medical
University of the Ministry of Health of the Russian
Federation; 2 Taldomskaya str., Moscow, 125412,
Russia; potrokhova@pedklin.ru

Iocrynuna/Received 11.07.2022
Ipunsara B neyats/Accepted 09.09.2022

67



