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iHBanuausauma nauneHToB C ANCTIA3NeE COeVMHUTENTIbHON TKAHM:

CNYYaHOCTb NN 3aKOHOMEPHOCTb?

Buktoposa M. A, MonTasuesa A. M., fonowy6uHa B. B, Miearosa [. C!, MeTpeHko M. B.', Aabipbaes A. M.?

" OreOY BO MepnepanbHoe rocyfapcTeHHoe DIoaKeTHOE yupexaeHue Bbicluero obpa3oBaHmsa «OMCKUIA rOCyapCTBEHHbIN MEAVNLIMHCKMI
yHMBepcuTeT» MMHMCTEPCTBA 3ApaBOOXpPaHeHna Poccuinckon Megepaumn, (yn. JleHnHa, 12; r. Omck, 644099, Poccun)

2BY300 «KMXL M300p», (yn. bynatosa, 103, r. Omck, 644007, Poccus)

[na untuposanus: BuktopoBa V. A, MonTasuesa A. M., fonowy6uHa B. B, MeaHoBa [. C, MeTpeHko M. B, Anpipbaes A. M. iHBanuau3aLumsa naumeHToB
C nCNnasmen CoeVHNTENbHOM TKaHW: CTy4YaiHOCTb MM 3aKOHOMEPHOCTb?. IKCNEPUMEHTANbHAA W KNMHMUECKaA racTpo3HTeponorna. 2025;(8): 91-98
doi: 10.31146/1682-8658-ecg-240-8-91-98

DA [ns nepenucku: BukTopoBa MHHa AHaToMbeBHa, [i. M. H., Tpodeccop, 3aBeayoLan kadeapoit MONMKINHUYECKOR TePanm U BHY TPEHHIX
Buxroposa Muna 6one3Hew; rMaBHbI BHELWTATHbIN CrieunanicT no Tepanum 1 obLueil BpauebHOM NpakTuke (CemelriHon MeanumnHe)
AHaTtonpeBHa MUHMCTEPCTBA 34paBoOXpaHeHs OMCKOM 06nacTn

MonTaBueBa AHacTacua MakCMMOBHA, aCCUCTEHT Kadenpbl MOANKINHNYECKON Tepanun 1 BHyTPEHHWX GonesHel
lonowy6vHa Buktopursa BnagnmmnpoBHa, K. M. H., AOLEHT, AOLEHT Kadeapbl MONNKANHMYECKOR TEPanum 1 BHY TPEHHIX
6onesHe

MBaHoBa [apba CepreeBHa, KaHAUAAT MEANLWHCKIX HayK, OUEHT, AOUEHT Kadeapbl NOAVKINHUYECKON Tepanmu

1 BHYTPEHHMX 6onesHei

MeTpeHko MapuHa BnagummnpoBHa, cTygeHTKa 6 Kypca neyebHoro dakynsteTta

Apbip6aeB AnbbepT MapaToBuy, K. M. H., 3aBeAyIoLNiA AHEBHBIM CTaLMOHAPOM, aCCUCTEHT Kadepbl BHYTPEHHUX 6onesHel
1 CeMENHOM MefMLMHbI JOMOMHUTENBHOTO NPOGECCMOHaNbHOro 0bpazoBaHmA

Pesome

TepMunH «AnMCnNasna CoeJUHNTENbHON TKaHW» Tak MPOYHO BOLLES B MEANLMHCKYIO MPAKTVKY Ha TEPPUTOPUM MOCTCOBETCKOMO
NPOCTPAHCTBA, UTO MHOT e CNeLvanmuCTbl He CTPEMATCA BEPUGULIMPOBATL MOHOTEHHbBIE CYHAPOMbI, HEPELIKO CKPbIBAIOL|MECH
33 NPUBbIYHBIM OONIMKOM NaLMeHTa C AMCMna3vel coeanHuTenbHol Tkakn (CT). V13 KnuHWYeCKoh NPaKTUKM NPaKTUYecKn
MCYes3Nn NaumeHTbl C aAMarHo3amu «cmHapomM MapdaHay, «CHApoM dnepca-LlaHno», Ho NOABMNOCH 6OMbLLIOE KONUYECTBO
naumeHToB C HeanddepeHumposarHoi [ICT. OTCYTCTBYE CTPEMAEHUA KNMHUUECKOW 1 FeHETUUECKON BepUdMKaLUMM HAacea-
CTBEHHbIX DoNe3Hell COeAUHUTENBHOM TKaHW C aHANIM30M U OCMbICIeHVieM GaKTOB TOPMO3MT NPOAYKTUBHOE Pa3BUTUE STON
06/1aCTV Hay UHbIX 3HAHWIA 1 TPUBOAWT NOPON K MHBANUANZMUPYIOLWMM, U faxke (aTanbHbIM NOCIEACTBUAM Y TaKUX NaLMEHTOB.

Lleﬂb pa60TbI5 OUEHKa Npu4nH MHBannan3aunn B CeMbAx C (])eHOTI/II'II/NeCKOM NPOTAXKEHHOCTbIO I'IpOﬂBJ'IeHI/IIZ ancnnasun
COEAVHUTENbHOW TKaHW 1 €€ CBA3N C MyTaUMAMK B reHax.

Matepuanbl 1 MeTopl. PETPOCMEKTHBHBIN aHANM3 JOKYMeHTaL MK Habniopaowmxca Ha kadeape naumeHTos ¢ ACT cuHapom-
HbIMM 1 HenGGepeHLMPOBaHHbIMY Gopmami (N = 123) Ana oLEeHKM NPUYMH MHBaANMAM3aLM. [poBeaeH PeTPOCNEKTHBHBIN
aHanu3 ambynaTopHbIX KapT, BLIMKCOK 113 UCTOPWIA 6ONe3HU, 13yUueH CemeliHblii aHaMHEe3 Tpex cemelt C OCMOTPOM BCeX AOCTYM-
HbIX POACTBEHHUKOB NEPBON CTeneHn poAcTea. [Ana yctaHosneHna cuHapomMHbix dopm ACT nprMeHeHbl cornacuTtenbHble
KpUTEpUU 1 NPOBefieHbl reHeTuueckue 0bcneoBaHya NpobdaHAoB B 1abopatopuy MoneKynAapHoii natonoruu feHomes.

PesynbTathl. M3 123 uenosek 3a nepviog HabnofeHns ot 3 o 21 roaa oTMeueHa MHBanMAn3aumna B 44 cnydasnx, CpeaHun
BO3pacT 41+12,5 neT. MpUUMHbI MHBaNVAM3aLMY NMOAeNeHbl Ha rpynmbl: KOCTHO-CYCTaBHble U BepTebporeHHble (N=9), kap-
AvanbHble 1 cocyancTole (N=7), bpoHxo-nerouHble (N=6), HeBponornyeckue (n=4), odpranbmonornyeckue (n=3), cypaono-
rnyeckune (n=2), Hedponoruueckune (n=1) n apyrve (N=12). Mpeactasnexsl Tpu cemby ¢ ACT, HabnogaWMeCA U3HAYANBHO
¢ HeanddepeHumposarHoit ACT uan cnHapomom dnepca-Llanno. Mepsas cembs € rnepModunbHBIM CUHAPOMOM 1 CHU-
XeHUeM MUHEPasbHOM NAOTHOCTY KOCTHOM TKaHW B COUETaHWN C ronybbiMU CKepamu U MHOMXECTBEHHBIMU NepenoMamu:
YCTaHOBMEH HECOBEPLUEHHbI OCTeoreHe3 y Aodyepu npobaHaa, NpefoTBpalleHa MHBaAMAM3aLUmua no Tyroyxoctu. Bropas
Cembs C ABYCTOPOHHUM BPOXKAEHHBIM BbIBMXOM Ta306eipeHHbIX CYCTaBOB B HECKOMbBKIMX MOKONEHUAX, TMNepMobunbHbIM
CMHAPOMOM W UHBANWAV3VPYIOLMM OCTEOAPTPHTOM. Y NpobaHaa (66 neT) — MHBaNMAa C 4eTCTBa Mo NOBO/Y ABYCTOPOHHEro
BPOX/EHHOTO BbiBMXa Ta306epeHHbIX CYCTaBOB, ABYCTOPOHHVM NPOTE31POBaH/EM Ta300eipeHHbIX CyCTaBOB U aKCOHAbHOM
HeliponaTueit 6binn 0BHapyKeHbl HOBbIE BAPMAHTLI MyTaLMIA B reHe KonnareHa 1 Tuna Al ¢ HeM3BECTHBIMM KAMHUYECKMMN
3HaYeHWAMY NATOreHHOCTU, BO3MOMXHO aCCOLMMPOBAHHBIMM C CUHAPOMOM dnepca-faHno (1 Tvna nnu apTpoxonasnMinHoro
TUMA) UMY C HECOBEPLLEHHbBIM OCTEOreHe30M. TpeTbA Cembs C rMnepMobUIbHBIM CUHAPOMOM W TNeP3NacTUYHOW KoXel
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(cMHApoM Inepca-[aHno KIMHUYECKM, He MOATBEPX/IEH reHeTndYecK), y NpobaHaa (45 neT) MHBaAMAM3MPYoLLan NaTonorus
noueK C 3aMeCTUTeNbHOM NOYeUHO Tepanieil U TpaHCMNaHTaLWeln NouUKK, B COUETaHWN C TYroyxocTbio. MonHoreHoMHoe
CeKBEHMPOBaHMe y NpobaHaa He BbIABUIO MyTaLWIA B 30HE MAaTOreHHOCTH. Y fiodepy NpobaH/ia KoppeKLma 06pasa K13Hu
1 Hedponoruueckas NPOTeKLMA MO3BOAMIN 3aTOPMO3MTh HAPYLLIEHNA NOYeUHbIX QYHKLWIA (KOTOpble MO NPUBECTH K WH-
BanuaM3aUMm Kak y npobaHaa). MpakTnyeckor 3HaUMMOCTBIO OMMCAHHBIX KIMHUYECKMX HabniofeHnin ABNAETCA NOATBEPX-
JEeHe HanMunaA BbIPaKeHHOM GEHOTUMINYECKON NPOTAXKEHHOCTW NPOABEHUI ANCMNA3WN COEANHUTENBHON TKaHW B CEMbAX
C BO3HVKHOBEHVIEM MHBANMAM3ALMM NO Pa3HbIM NPUYMHAM, CBA3AHHBIM C 1ePEKTOM COeANHUTENBHOM TKAHN.

3aknioyeHue. [peacTaBneHHble KNMHNYeCKre HabniofeH!s MoKasbiBaloT HEOOXOAUMOCTb PaHHE AMArHOCTVKY NPU BbiAiB-
NEeHUM NPU3HAKOB ANCMNA3NU COEANHNUTENBHOM TKaHW, BKIIOUYAA HE TONbKO COMNAaCcoBaHHbIE KNACCUOMKALMOHHbIE KpUTEPUH
MOHOTEHHbIX CYHIPOMOB, HO 1 MONEKYNAPHO-TEHETUUECKME UCCIe0BaHMSA, YUTO 06eCreynBaeT afleKBaTHOCTb NeuebHbIX
MEPONPUATHIA Ha 6onee paHHMX 3Tanax. PeabunnTaunMoHHbIe MePONPUATUS B TPETbEM KIMHUUECKOM HabnioieHM noKasani,
uTO 06PA3 KM3HW MOXKET OKa3blBaTb BAUAHME HA IKCMIPECCUIO TEHOB C YMEHbLUEHVEM BbIPAKEHHOCTM CUMMTOMOB 1 PUCKa
VHBaNMAM3aumm. MackrnpoBaHme Taknx NauMeHTOB TEPMUHOM «HearddepeHLMPOBaHHaA ANCNNA3NA COEANHUTENBHON TKAHN,
0C06EHHO B Hay4HbIX PaboTax, Ha Hall B3N/, HEAOMYCTUMO, 0COBEHHO B ClyUasX MHBANMAUZUPYIOLMX 1 TeM Bonee paHHUX
cMepTeNbHbIX CoObITWIA B cembsax ¢ [ICT.

KntoueBble cnoBa: MonekynapHO — reHeTMYeCKoe UCCeoBaHe, CvHAPOM dnepca-[laHno, AMcnnasna coeamHNUTENbHON
TKaHW, VHBaNVAmM3aLma
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Summary

The term "connective tissue dysplasia” has become soingrained in medical practice in the post-Soviet space that many specialists
are reluctant to verify the monogenic syndromes often hidden behind the familiar appearance of a patient with connective
tissue dysplasia (CTD). Patients diagnosed with Marfan syndrome and Ehlers-Danlos syndrome have virtually disappeared
from clinical practice, while a large number of patients with undifferentiated CTD have emerged. The lack of commitment
to clinical and genetic verification of hereditary connective tissue diseases, including analysis and interpretation of the facts,
hinders the productive development of this area of scientific knowledge and sometimes leads to disabling and even fatal
consequences in such patients.

Objective: To evaluate the causes of disability in families with a phenotypic extension of connective tissue dysplasia
manifestations and its association with gene mutations.
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Materials and Methods. A retrospective analysis of the records of 123 patients with syndromic and undifferentiated forms
of CTD observed at the department (n = 123) was conducted to assess the causes of disability. A retrospective analysis
of outpatient charts and medical records was conducted, along with a family history review of three families and examination
of all available first-degree relatives. To establish syndromic forms of CTD, consensus criteria were applied, and genetic testing
of the probands was conducted in the Genomed Molecular Pathology Laboratory.

Results. Of the 123 patients, disability was noted in 44 cases during an observation period of 3 to 21 years; the average age was
41 + 12.5 years. The causes of disability were divided into the following groups: osteocarticular and vertebrogenic (n = 9), cardiac
and vascular (n = 7), bronchopulmonary (n = 6), neurological (n = 4), ophthalmological (n = 3), audiological (n = 2), nephrological
(n = 1), and other (n = 12). Three families with CTD, initially observed with undifferentiated CTD or Ehlers-Danlos syndrome, are
presented. The first family presented with hypermobility syndrome and decreased bone mineral density, accompanied by blue
sclerae and multiple fractures. Osteogenesis imperfecta was diagnosed in the proband's daughter, and disability due to hearing
loss was prevented. The second family presented with bilateral congenital hip dislocation in several generations, hypermobility
syndrome, and disabling osteoarthritis. The proband (66 years old), disabled since childhood due to bilateral congenital hip dislocation,
bilateral hip replacement, and axonal neuropathy, was found to have new mutations in the type | collagen Al gene with unknown
clinical pathogenicity significance, possibly associated with Ehlers-Danlos syndrome (type | or arthrocholasia type) or osteogenesis
imperfecta. A third family with hypermobility syndrome and hyperelastic skin (Ehlers-Danlos syndrome, not confirmed genetically)
is described. The proband (45 years old) has disabling kidney disease requiring renal replacement therapy and a kidney transplant,
along with hearing loss. Whole-genome sequencing of the proband revealed no mutations in the pathogenic zone. In the proband's
daughter, lifestyle modification and nephrological protection slowed the renal impairment (which could have led to disability,
asin the proband). The practical significance of these clinical observations is the confirmation of a pronounced phenotypic prevalence
of connective tissue dysplasia in families with disabilities arising from various causes associated with connective tissue defects.

Conclusion. The presented clinical observations demonstrate the need for early diagnosis upon detection of signs of connective
tissue dysplasia, including not only agreed-upon classification criteria for monogenic syndromes but also molecular genetic
testing, which ensures the adequacy of treatment at earlier stages. Rehabilitation measures in the third clinical observation
demonstrated that lifestyle can influence gene expression, reducing the severity of symptoms and the risk of disability. In our
opinion, masking such patients with the term “undifferentiated connective tissue dysplasia,” especially in scientific papers,
is unacceptable, especially in cases of disabling and, especially, early fatal events in families with CTD.

Keywords: molecular genetic testing, Ehlers-Danlos syndrome, connective tissue dysplasia, disabilityConflict of interests.
The authors declare no conflict of interest.

BeBepeHune

TepMuH «gucinasus coeguuuTenbHoi Tkaun» (JCT)
Ha TePPUTOPUY ITIOCTCOBETCKOTO MIPOCTPAHCTBA TaK
IPOYHO BOILE/ B MEAVIIMHCKYIO0 IPAKTHUKY, YTO MHOTYIE
CIIelIMa/INCThl PeBMAaTOJIOT Y, KapAMOJIOTY, TaCTPOIHTe-
POJIOTH U TepaIleBThI He CTPeMATCS BepUPNINPOBATD
MOHOTeHHBIE CHH/IPOMBI, HEPEKO CKPBIBAIOLINECs
3a IIPUBBIYHBIM OOIVIKOM MallMeHTa «UCIIACTUKAY.
ITo 3apy6e>KHBIM 1 OTE€YeCTBEHHBIM JJAHHBIM U3BECT-
HO, YTO 3TM JIIOJY <MBITAPCTBYIOT» 10 CIIELIMAIICTaM
OT 2-X 10 15-T1 JIeT nepej IOCTaHOBKOI IPaBUIbHOTO
AMATHO3a, YTO CBU/ETEICTBYET O HeaPPEeKTUBHOM
MCIO/Ib30BaHNUMU PECYPCOB MEAMLIMHCKOIT momornu [1].

VI3 KIMHUYeCKOI TPAKTUKM IPAKTUIeCKM MCYe3-
Y TALIMEHTHI C AMAaTHO3aMU «CMHApPoM Mapdanar,
«cHHApoM Jrepca-JJaHmo», HO IOSIBUIOCH 6OMbIIOe
KOJIMYeCTBO MAlVIeHTOB ¢ HefuddepeHIMpoBaHHO
JCT. OTcyTcTBME CTpeMIEHUA KIMHUYECKO U TeHe-
TUYECKOIl BepuUKaLII HACe[CTBEHHBIX O0/Me3Hell
COeMHUTEIbHON TKaHU C aHAIM30M U OCMBIC/IEHIEM
(bakTOB B 9TOM HAaIIPaBJICHNY TOPMO3UT IPOXYKTHB-
HOe Pa3BUTHE 9TON 00/IACTY HAYYHBIX 3HAHUIL.

Ha cerogusanHMit feHb M3BECTHO, YTO AUCIIIA3US
COEIVHUTE/NIbHOM TKaHM — 3TO IeTepOreHHas IpyIa
He TO/IbKO MOHOTE€HHBIX JieheKTOB PuOpMIIspHbIX G-
KOB COEIMHUTEIBHOI TKaHU, B YaCTHOCTY GUOpMIIN-
Ha — cuHApoM Mapdana (CM), wim KoJrareHa pasHbIX

TUoB — cuHApoM Inepca-Hanno (CI]]), HecoBep-
IIIEHHBI OCTeoreHes, cutis laxa, cuagpom Asnbropra,
cunppom Kaddu [2-5], HO u TpaHCHOpMUPYOLINX
(aKTOpPOB poCTa COENMHNUTENBHON TKaHU — CUHAPOM
Jlyuca-[lurna [6], a TakyKe IVHK-3aBYICYMBIX IPOTENHA3
(ADAMTSI10) — cunnpom Beitna-Mapuesanu [7].

TsKenble IPOSIBIEHNS AUCIIA3UI COENVIHUTENb-
HOJI TKaHM BBISB/IAIOTCS C IEPUOJA HOBOPOXK/IEHHOCTI
Ipy HapyLIeHN Y 0OMeHa KMC/IbIX ITIMKO3aMIHOT/IMKa-
HOB, B YaCTHOCTM MYKOIIO/IMCaXapuo3ax — 60me3HAX
HAKOIUIEHM S ¥ CIIOH MO NU3APHBIX AUCIIIA3USAX.
Heo6X0x1MO OTMETUTD, YTO JAPYTUE OCTEOXOHAPOIIA-
TUH, @ TAK)Ke MUOTIATUY C TSDKETBIMU KUPOCKONNO-
3aMI, XPOMOCOMHBIe 60/Ie3H) MOTYT IIOIACTH B IIOJIE
3peHs Bpaya HePBIUIHOTO 3BeHa KaK MAI[MEeHTHI C sIp-
KVIMU HPOSIBIEHMSMMI RUCIIIA3UY COeJUHNUTENbHO
tTKkaHu. [ToaToMy BaxxHOCTDb AuddepeHnanbHOTO
IMarHo3a MeX/y pasTMIHbIMU IPOSBIEHUSMHA JUC-
[TACTUYECKOTrO IIpoliecca O4eByfHa. MacKupoBaHe
TaKMX [Al1IEHTOB TEPMUHOM «HefnpdepeHIpoBaH-
Has [UCIIA3Us COEAMHUTENBHO TKAaHW», 0COOEHHO
B Hay4YHBIX paboTax, Ha Hall B3I/IAJ HESOIYCTUMO,
0CO6eHHO B C/Ty4asX PAHHNX CMePTe/IbHBIX U/IJ IHBA-
MUANBUPYIOLINX COOBITHUIT B TAKMX CEMBbSIX.

B cnyvasx HaauM4us y ManyeHTOB JUCIIIaCTIYe-
CKUX IIPM3HAKOB HEOOXOVIMO TpuMeHeH e [eHTcKux
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KpUTepueB, a TaKXe BunbQpaHIICKUX KpuTepues
mnu 60jiee COBpEMEHHBIX KPUTEPYEB, paspaboTaHHbIX
MexxpyHapogHbIM KOHCOpLuyMoM B 2017 rony, 4To
nomoraet npubnusuTcs k guarnoctrike CM n CI]I [5,
9,10]. OgHaxo, B OTHOLIEHN Y MOHOTEHHBIX CHHPOMOB,
(beHOTHMIIMYECKAS IPOTSXKEHHOCTb KOTOPBIX B CEMbSIX
3HAUUTENTbHA, 9T KPUTEPUN HECOBEPILIEHHBI, TaK KaK
He yYUTBIBAIOT MUHIMAa/IbHBII HAOOp IPU3HAKOB, HE00-
XOIVIMBIX /IS YCTAHOBJIEHV S K/IMHNYECKOTO AMarHo3a.
JlaHHas rUIIOTEe3a TOBOPUT O TOM, YTO (PeHOTUIINIECKas
mpoTskeHHOCTD posBrernit JCT B ceMbAX v MHBaMN-
IV3aIuA Jaske OIHOTO Y/IeHa CeMbl IT0 pa3HbIM IIPUYN-
HaM BO3MOYKHO SIB/ISIETCS IIOKa3aHMeEM IS UarHOCTUKI
MOHOTEHHOTO CMH/IPOMa C VICIIOJIb30BaHMEM He TOIBKO
KJIMHMYECKUX COITIACUTENTbHBIX, HO ¥ MOJIEKY/IAPHO-
reHeTNYeCKIX METOJIOB VICC/IEIOBAHN L.

Ceropus ananus JJHK momoraer He TOTBKO TOY-
Hee CTaBUTh AMATHO3BI, HO U IpefoOTBpalaTh
pasBUTME U OCIOXXHEHWUsS MHOTUX 3a00IeBaHUIL.
CornacHO COBpeMEeHHBIM PeKOMEeHAalAM, MallieH-
TaM ¢ cuapgpomoM Jlojteca-[lutna peKoMeHIyeTCs
XUpyprudueckas saMeHa aopThI TPV MEHbIIEM Jya-
MeTpe a0pTHI IO CPABHEHUIO C APYTUMU NaIlieHTaMuI
c npusuakamu JICT [11]. Vicrmonp3oBaHue 1 MnpoKoe

MaTepmanbl n metoabl

PeTpocreKTHBHbII aHA/MN3 JOKYMEHTaUNM HabIofa-
fouuxcs Ha kadenpe nanyentos ¢ JICT kak CMHAPOM-
HbIMU (n=22), TaK 1 HeinHepeHIMPOBaHHBIMU POP-
Mamu (n = 101) A1s1 OLleHKY IIPUYMH MHBANUAU3ALINA,
Bcero 123 manueHnTa. IIpoBeneH peTpoCIeKTUBHBbII!
aHamM3 aMOy/IaTOPHBIX KapT U BHINIMCOK U3 MCTOPMIt
607e3HM 06paTuBIINXCS Ha Kadepy HalMeHTOB, 110-
JaBIA0LIIeMy 60BIIMHCTBY U3 KOTOPBIX He OB IIep-
BOHAYaJIbHO IIOCTaBJIEH AMATHO3 CHHIPOMHOI (OPMBI
JCT. HabnropeHne B TedeHme oT 3 10 21 rofa mpusesno
K KOHCTaTal[uy CTy4YaeB MHBANMAM3ALNM B 44 cTydasx,
cpefHuit Bo3pact 41+12,5 neT.

ITo Mepe HabMIOEHUA Y HEKOTOPBIX YIEHOB STUX
ceMeli MOABNANNCH OTPAHNYEHMA KaTeTOpuil XM3He-
HeATe/IbHOCTY NPY HapyLIeHNAX GyHKIMiT OpraHOB
U CUCTEeM, HAaIPAMYIO CBA3aHHBIX C COEAMHUTENbHO-
TKaHHBIM fle(eKTOM. BbIU MpefIpUHATH IOBTOPHBIE
HOJIXOZbI K MaTHOCTUKE CMHAPOMHBIX GOPM C IIOMO-
HIBIO COTTTACUTENBbHBIX KPUTEPUEB CUHAPOMA JJepca-
Hanno Mexpynapoguoro Korncopruyma 2017 rozma
U KIMHUYECKMX PEKOMEH 1ALVl II0 HECOBEPIIEHHOMY
ocTeoreHesy. bonee meTanbHO NpoaHaNM3MPOBAHBI
TaHHbIE TPEX ceMeli C pa3HBIMU NIPUYMHAMY MHBAIK-
nusanyy. OCMOTpeHbI YieHbl ceMeit (n=12) B Tpéx-ye-
TBIPEX MMOKOIEHUAX — BCE JOCTYIHBIE POJCTBEHHUKMI
nepBoJi cTenieHy pofcTBa. IlepBas ceMbs ¢ rMIepMo-
6M/IHBIM CHMHIPOMOM M CHYDKEHVEM MMHEpPaIbHO

Pesynbratbl

Knuanyeckoe Hab/I0ieH e TIEPBOI CEMBY C TUIIEPMO-
OVMIBHBIM CHHIPOMOM VM CHVUYKEHMEM MUHEPAIbHON
IUIOTHOCTY KOCTHOJ TKAHM B COYETAHUY C TOMTYOBIMU
CKJIEpaMI ¥ MHO)XECTBEHHBIMU TI€PETOMaMy — CUH-
IpOM HECOBEPIIEHHOTO OCTEOTeHe3a y foYepu Hpo-
6aHza (MHBaNMMAM3ALMS IO TYroyXxocTn) [PrucyHok 1].

experimental & clinical gastroenterology | Ne240 (8) 2025

pacmpocTpaHeHMe TeHeTUYECKOTO TECTUPOBAHNA IPU
3a00/IeBaHUAX A0PTHI II03BO/INIIO BBISIBUTH OT/E/IbHBIE
MYTallu}, CBsA3aHHBIE C CEMETHBIMU HECUHPOMAIb-
HBIMI AaHEBPM3MaMJ a0PThI, KOTOPbIE IIPE/ICKA3bIBAIOT
Y IaLIMEHTOB IOBbIIIEHHOI PUCK pa3pblBa A0PTHI U AB-
JIAI0TCA TOKa3aHMeM K IPOTe3MPOBaHNIO aopTHI [12],
B OT/JIMYMeE OT CYI[eCTBOBABIIEl pPaHee TAKTUKM J/IN-
Te/IbHOTO HaOMIOeHN 3a AU/IaTaljMell a0OpThI, OOt
3aKaHYMBAIOILeVics He6IarompuATHO.

B Poccum mokasaTenbHBIM IPUMEPOM IEPCOHA-
MM3UPOBAHHOIO MOAXOMA CTaja MPOrpaMMa IMOJ-
HOr€HOMHOTO CeKBEHUPOBAHUA /11 COTPYHUKOB,
peanusoBaHHas komnaHuel «HopHuKenb». 9Ta MHU-
LMaTHBA IOKA3bIBAET, KAK FeHETUKA MOXKET YTy YLIUTb
KOPIIOPAaTMBHYIO MEANIIMHY — 00eCIIeYUThb IePCOHN-
UM pPOBaHHBIN MOXOJ K KaXK/JOMY YeIOBEKY 3a CIET
BBISABJICHM I PUCKOB HAaC/Ie[ICTBEHHBIX 3a00/IeBaHMII
U mof6opa MHAMBULYATBHOTO IedeHNs 1 npodumak-
TUKU, 9TO IIO3BOJIAET 3HAYUTE/TbHO OITUMU3UPOBATD
KOPIIOpaTMBHbIE IIPOTPAMMBI 3[J0POBbA.

Ilenp paboOTHI: OLIEHKA MPUYNH MHBATUAU3ALUN
B CEMbAX C GEHOTUNIYECKON MPOTAXXEHHOCTDIO IIPO-
ABJIEHUI JUCIIA3MY COEIMHUTENbHO TKaHU U eé
CBA3M C MYTallMAMMU B T€HAX.

IVIOTHOCTM KOCTHOJ TKaH!U B COYETAHUMU C TONYObI-
MU CKJIEpAMM ¥ MHOXX€CTBEHHBIMM IIepeIOMaMMu:
CUMHJPOM HECOBEPIIEHHOIO OCTEOTEHEe3a y 09epu
mpobaHfa, IpefOTBPalIeHO MPOrpecCHpOBaHNe IH-
BaIM/IM3aLMM IO TYTOYXOCTH 32 CYET CBOEBPEMEHHOI
oInepanum.

BTopasa ceMbsA ¢ IBYCTOPOHHUM BPOXIEHHBIM
BBIBIXOM Ta300elpPeHHBIX CYCTaBOB B HECKOJIb-
KUX ITOKOJIEHMAX, TUIIePMOOMIbHBIM CUHIPOMOM.
Y npobanga — MHBAIMUAA C ZETCTBA IO MOBOAY ABY-
CTOPOHHETO BPOX/ICHHOTO BBIBJMXA Ta300epeHHBIX
CYCTaBOB B HaCTOAIlEE BPEMs MHBATMAU3NPYIOI U
OCTEe0apTPUT U IepudeprdecKas aKCOHaTbHas Hell-
pomarus. B 2025 rogy 6b110 IpOBefIeHO MOJIEKY/LAPHO-
reHeTM4YecKoe oOCIefloBaHMe C UCIONb30BaAHUEM
maHenu «3a6oeBaHMUA COEUHUTENBHON TKaHU»
B TabOpaTOpMM MOJIEKY/LIpHOIT TaTonoryuu [eHoMef.

TpeTbs ceMbsl C TUIIEPMOOUIBHBIM CHH/IPOMOM
U TUIIeP3TIACTUIHON KoKeil (cuHpoM nepca-Ianno
KJIMHUYECKH, He MIOATBEPX/IeH lreHeTUYeCK ), IHBa-
NMAN3UPYIOLIAs IATOIOT VS TOYeK B Ipo6aH/a ¢ 3aMe-
CTUTEIbHOI IOYEYHO Tepanueii U TpaHCIIAHTaluel
MOYKM, B COYETAHUN C TYTOyX0CTbIo. IIpoBeneHo mon-
HOT€HOMHO€ CeKBeHNMpoBaHMe Ipobausy B 2024 rony
U CEKBEHMPOBaHIIe 9K30Ha Y 0Uepy ITpoOaHa LA UC-
K/I04eHnsA cuHipoma AnpnopTa. IlpuMeHeHb! MeTObI
SIUTEHETUYEeCKOTO BO3IENICTBYUA Y JoYepy IIpobaH/a.

ITpo6aup B. (52 ropa) nMeeT rumepMoOMIBHOCTD CyCTa-
BOB, TONTy0Oble CKJIepHI, 8 IIepeNloMOB B aHAMHe3e (BKITI0-
Yyasi MHOXKE€CTBEHHBII MbIILEIKOBBIN II€PEIOM I€BO
6071b111e6€PIIOBOI KOCTI), CKIIOHHOCTH K 00pa30BaHNUIO
reMaToM ITPY MMHIMAaJIbHOI TPaBMe, TUIIepMEeTPOINIO,
CHIDKEH)e MUHEPA/IbHOI IJIOTHOCTY KOCTHOJ TKaHM
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PucyHok 1
1, II, ITI noxonenus - man ¢ roxyGsim crtepau,
KnunHuyeckoe OTOCKIICPO3OM ¥ TICPCIIOMAMI KOCTCH CRUICTA HE 5110
BBIABICHO
HabmlofeHve I o

Howep 2 — npobas:

+THICPMOOAIBHOCTS CYCTABOB;

+ TomyBhle cRIepB:

+B anaumese § mepenoos;

+B 2023 rozy MIoeCTDSIILI MUTTETRODLIH NepeioM Tepoit

nepBow cembMm.
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PucyHok 2
KnuHunuyeckoe
HabniopeHne
BTOPOW CEMbMW.

I - noxosenne:

JeT
I - nokonenne:

Figure 2
Clinical example
of the second family

III- noxonenne:
Howmep 1 — npobany:

1 IPH3HAKOB aKPOTepHH

IV — nokosenne:

cinydas
V — nokojienne:

L I‘PIHepMOGPUIBHOCTb CyCTaBOB
=+ JIETKOCTh 06prOBﬂHHﬂ IKXHMMO30B
+ aKcoHaJIbHas nonnﬂeﬁponamx

Howmep 3 — ponnas cectpa 6abymky npobasza, mo-BUINMOMY, CTpazaia
JIByCTOPOHHHM BBIBHXOM Ta300eIpeHHBIX CyCTaBOB, TaK KaK HMella
BEIPAJKCHHBIC HApYIICHUS TIOXOJKH C JeTCTBA, yMepIia B Bospacte nocie 70

Howmep 3 — ponnoii 6pat marepu npodaHza, 10-BUIUMOMY, CTPaial
JIByCTOPOHHEH JIUCIUIa3Hel Ta300e/IPeHHBIX CYCTaBOB € BBIBUXAMH, TaK KaK
HMeJT BEIpaKeHHEIC HapYIICHHS TIepEIBILKEHIS, XPOMOTY ¢ JCTCTBA, yMep
B BO3pacTe JI0 63 JIET OT METacTa30B paka HEYTOYHCHHOH JIOKATH3ALMK

+ BPOJMICHHBIH JIBYCTPOHHHI! BBIBUX Ta300€/IPeHHBIX CYCTaBOB
+ THIeppacTsHKIMasi, HCTOHYEHHAs KoKa ¢ HAIMIHeM KeJUIOWTHBIX PyOLoB

CpIH npoban/Ia yMep B MOJIOZIOM BO3PacTe 10 MPHYHUHE HECYAaCTHOTO

BHyk npo6an/ia 6e3 BUMMO}H IaTOIOTHH CYCTaBOB

0 YPOBHSA OCTEOIIEHUM IO pe3y/IbTaTaM OCTEO/eH-
CcUTOMETpUM Tpex 30H (cyMmapHblit T nokasarenb
1,1-2,1), cnyx B HopMe. [loub mpobaHpa (29 net) umeet
HNPU3HAKM HECOBEPUIEHHOTO OCTeOreHe3a, BKII0Ya-
romue rony6ble CKIepsl, 14 IepeoMOB B aHAMHe3e,
IABYCTOPOHHIOIO CMEIIAHHYIO TYTOYXOCTb 3 CTeleHN,
TUIEePMOOUIBHCTD CYcTaBOB. 1o pesynbraTaM KOM-
nplotepHoii ToMorpadun: KT — mpusHaku gBycrTo-
POHHETO 0CTeOCK/Iepo3a obnurepupyiomueit Gopmsl,
IpM3HAKM HECOBEPIIEHHOTo ocTeoreHesa. ITo mosogy
TYTOYXOCTU 3 CTEMEeHU UCIOTb30BaNTNCh CPEfICTBA
HpOTe3MPOBAHNA, a 3aTeM IpOBeieHa Olepanys CTa-
HefoNIacTUKa mopiiHeBas npoTtesoM Kypi 0.5x4.25
nesoro (B 2022 roxy) u mpasoro (B 2023 rogy) yurei
B HayuHo-1ccneoBaTennbcKOM KIMHNYECKOM MHCTH-
TyTe oTopuHonapuHronoruy uM. JI. VI. Ceepxesckoro.
ITporpeccupoBaHue MHBAMINAU3ALNN KOYEPH TIPO-
6aHfa IpeJOTBPAIeHO CBOEBPEMEHHOII OIeparjueit
10 BOCCTAHOBJIEHUIO CTyXa.

Knuundeckoe HabnMIOZeHMe BTOPOIL CeMbH C TU-
HepMOOMIBHBIM CMHAPOMOM ¥ C IBYCTOPOHHUM
BPOXX/IEHHBIM BBIBMXOM Ta300ePEHHBIX CYCTaBOB
B HECKO/IbKUX HMOKoNMeHusxX [Pucynok 2]. ¥ npoban-
ma (66 net) — MHBaNINUJA C JETCTBA 110 IIOBOAY JBY-
CTOPOHHETO BPOX/IEHHOTO BBIBMXa Ta300e[peHHBIX
CYCTaBOB, IBYyCTOPOHHUM 3HIOIPOTE3NPOBAHMIEM
Ta306eapeHHBIX cycTaBoB (2002 rox) 1 aKCOHaNb-
HOJI HeJpoIaTyen, IBYCTPOPOHHUM KOKCapTPO3OM
R-cragusa 4, DHC-III, gucTanbHOM aKCOHATBHOM
” eMUeNMHU3UPYIoLeil MONNHeiponaTne, er-
kuM teTrpamnapesoM. VM3 npusnakos JCT ormeua-
NUCh TUIEPMOOUIBHOCTD MEIKUX ¥ CPEJHUX CY-
craBoB (6 6annoB no beiitony-XopaHy B 65 eT),
TUIIEePPACTAXKMMOCTD, PAHUMOCTD, ATPODUA KOXU

Ha KOHEYHOCTAX (aKporepus), MaHyOpHOCTepHaIb-
HBIIT TUIT KMTIEBUHO fepopManiuy IpysHOIN KIIeTKH,
TUIIEPIOPAI03 U CKOMMO3 BIEBO IIOSACHMYHOTO OTHeNa
II03BOHOYHNKA, ITOTIEpeYHOe IIOCKOCTOINE, Pely-
ZuBMpYlomas GefpeHHas IpbiXKa (TepHUOIIACTIKA
B 2007 roay), MOTIOCKOIORZOOHAS OMYXO/Ib Mepes-
Hel 6p10111H0171 CTEHKMU, IIb€30Te€HHble MaIly/Ibl IATOK.
XpoHudecknit 6071eBOit CHHAPOM 06YCIIOB/IEH MHOXKe-
CTBEHHBIMM IPOTPY3UAMU MEKIIO3BOHOYHBIX /IVICKOB
B MIOSAICHUYHO-KPECTIIOBOM OT/ie/le TI03BOHOYHIKA,
3a0CTPEHMAMM TeJl TO3BOHKOB C KPaeBBIMIU KOCTHBI-
MU paspacTaHUsIMM IO TepeHelt 1 60KOBBIM IOBEPX-
HOCTAM Tenl L1- S1 mo3BOHKOB, pacIIpPOCTPaHEHHBIM
CIIOHAM/IOAPTPO30M, ocTeonieHuelt (T-kpurepnit -1,7),
B aHaAMHe3e — IIaTOJIOTMYeCKye TePeIOMbI T0O3BOH-
KOB M KOCTeli Ipefinaedbs cupapa. CUHAPOM XPOHU-
YeCKOJ Ta30BOJ 60N COIPOBOKAATICA HAPYIIEHNEM
(YHKIMYM Ta30BBIX OPraHOB (3afjep>kKKa MOYENCITY-
cKaHUA U fedeKauuy Ipy OTCYTCTBUU PedIeKCOoB).
OtMeyanach pe3aucTeHTHas K Tepanuu ['9PB, yactny-
HO KOPPUTMPOBaHHasA oHepanuell GyHLOIINKALINI
o Hucceny B 2024 rony. BeisaBiena Tpom6onuTo-
IaTUsA C HapYLUIEHUAMMU reMocTasa (HakJIOHHOCTb
K FeMOpparusAM 1 IOBTOPHbIE TPOMOO3bI CIIOHTAHHbIE
WK TIOCTIe onepanuii). Y mpobaHia AMarHoCTUPOBa-
Ha TUIepTOHMYecKas 00/Ie3HDb 2 CTelleHy, 1 cTaguuy,
pucK 3 (BBICOKMIT), XpOHMYECKast 06CTPYKTUBHAS
607e3Hb JIeTKUX (KYPUT C MOTOLOCTH), OKUPEHE
1 crenenn (MMT 32,9 xr/mM?), MHO>KECTBEHHAS aJl-
JIeprus Ha TeKapCTBa B BY/le KPAaIIMBHUIIBI VTN OTEKa
KBuHke (HOBOKaWH, MTMAOKANH, BUTAMUHBI I'PYIIIIBI
B, meHMUMINMHBL, LedaToCIOPUHBI, CyabdaHMIa-
Muzgsl, nHrub6utops AIl®, 6era-agpeH06I0KATOPHI,
nbynpoden).

95
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PucyHok 3
BbiaBneHne
MyTaLum

C HeU3BEeCTHbIM
KNHUYECKUM
3HaueHvem

y NauueHTKm
VHBannaa c AeTcTea
1o noBoAy
[IBYCTOPOHHeli
ancnnasum
Ta306efpeHHbIX
CycTaBoB

1 BbIpaKeHHOMN
HeBPOIOrnYecKoit
CMMNTOMATHKOM

PucyHok 4
KnuHuyeckoe
HabnogeHne
TpeTbeln ceMby

Figure 3
Clinical example
of the third family
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+ THNEPPACTAKAMOCTS KOXH:
+ Knuamaecknit maarnos: CaanpoM Diaepea-Jlarnoca;
+ TlcHxocoMATHYECKOE PACCTPORCTRO R AHAMHERE
Howmep 2 — npobang
II + TanepMOSHIEHOCTS CYCTaBOB:
1 + THIeppacTIKIMOCTE KOKIL:
+ I'cmonuams Ba npompkenan 7 ct, 2022 roxy
TPaHCIUIAHTAINA TOUKH,
| Tyroyxocts;
+ B acrcise nocrasucy anaraos- Cunspon ducpea-Janaoca;
l I 1 + Octeomopos (16 nepenoMoB);
1 + KJIHHOJAKTHIHA 4 TaTblia JeBOH PYKH;
+ BpAXHAAKTHIAA TATRIER ODEAX PYK:
+ i .
I noxonenue: . ;Ipynaon runeprigos; 5 X
Houep | - nows npobaxaa: opaos otze1a yOITeH:

+ [HIepMOBIILIIOCTS CyCTanoD;
+ [HnCPPacTKAMOCTD KOXKA:
| [LlekHbit T0pRo3 H IpyAHOH KH(O3 YIVIOMEEEL, HO THNEIOPAO3 NOACHHIHOIO

+ Kunepnanas rpyasas xIetka;
+ Muomus (-5). AcrarmaTHan

o1acna nosporoynmKa (Cuaapou mpavoit comms);
+ KuIeBunnas rpynsas K1eTKa, acCCHMETPHIHAA ¢ JIeBOM CTOPOHbI:

Llomep 3 — xema npobanaa:
+ CHEIPOM roTyOBIX CKIEp:
+ BOpoHK0OGPasEOe H3MEHEHHAE TPYAHOH KISTKH JIerKoi CTEmeHH

+ [TPOTEHHYPHA, MEKPOTEMATY DHA

ITpu MOJIEeKy/IAPHO-TeHeTYeCKOM 00CIelOBaHNM
B naboparopunu [eHOMef ¢ MCIIONMb30BaHMEM TTAHEIN
«3a60/meBaHNA COENMHNUTENBHOM TKAaHU» OBIINU 00-
Hapy>XeHbl HOBblE BapMAaHTBl MyTaljil B TeHe KOJ-
nareHa 1 Tuma Al ¢ HEM3BECTHBIMU KIMHUYECKUMU
3HAYEHMAMM ITATOTEHHOCTY, BO3MOXKHO acCOIIMMPO-
BaHHBIMU C CMHApOMOM Inepca-Janno (1 tuma nimn
APTPOXO/MIAa3NITHOTO THUIIA) UV C HECOBEPIIEHHBIM
ocreoreHe3oM [PucyHox 3].

KnuHnyeckoe HabmoeHNE TPEThEN CEMBHU C TH-
[IepMOOVIBHBIM CHHAPOMOM ¥ TUIIEPINACTUIHON
KoxXeit [PucyHok 4].

ITpobanp, ., 45 rer. VI3 aHaMHe3a M3BECTHO, YTO B BO3-
pacre 8 net (1987 r.) Habnrogancsa 8 HUU Iegnatpun
n getckoit xupyprun M3 PCOCP, nocTapneH KIMHNI-
4YeCcKUil AMaTHO3: CMHApOM Jjiepca-[lanno. B mocne-
AYIOIIeM VIaTHO3 He IOATBEPXK/ieH reHeTndecku. [Ipu
[IpOBefieHNn M 006111er0 0CMOTpa OOHAPY)KEHBI TUIIEP-
JTACTYHOCTD KOXXV CITUHBI (Z0 6-7 CM), IUIePIIacTIy-
HOCTb KOXKV JINIIA U 11ey (10 3 cM), TpyRHOI rutiepkndo3
Y TUIIEP/IOPAO3 MOSICHUYHOTO OTAE/TA TO3BOHOYHIIKA.
BeraBnensr ykopoueHue 1€Boii HOTM Ha 3 CM, KIMHOMIAK-
TU/INA 2-TO U 4-T0 MAJIbLIeB IeBOI PyKM, 6paXMIaK U/
Ia7IblieB 06eMX pyK, IUIIEPMOOUIBHOCTD CYCTaBOB 00enX
KICTej M IPVMBBIYHbII BBIBUX 000X KOTIEHHBIX CYCTaBOB.

Y npo6anpa ®. B 35 eT pasByUIach NaTONOTHA II0-
4eK, KOTopas IpuBesia K He0OOXOAMMOCTI 3aMeCTH-
TeJIbHON IMOYEeYHOI Tepannuy, Ha KOTOPOJ MalleHT
HaXOfM/ICA 7 JIET, a 3aTeM IIPOBeJieHa TPaHCIIAHTall A
MOYKM OT POACTBEHHOTO fAoHOpa. [lanueHT cTpajaeT
TYTOYXOCTBIO 3 CTeIIeH!, KOPPUTUPYEMOIL CTyXOBBIM
ammaparoM. OTU KIMHMYECKNUe JaHHbIe Hauboree
COOTBETCTBOBANMM CUHJIpOMY AnbniopTa. [lanuenty
ObIJIO IPOBEEHO MOTHOT€HOMHOE CEeKBEHIPOBaHNeE,
B pe3y/IbTaTe KOTOPOTO He ObIIO BbISABIEHO IOINMOP-
(U3MOB reHoB.

Ba>kHO OTMeTUTD GEeHOTUIINYECKUE 0COOEHHOCTU
mouepu npobaupa (puc. 4), 12 neT: runepanacTuIHOCTb
KOXXVI CIIVIHBI M TMIA IO 5 CM, aCMMeTPIIHA S KMTIEBILJ-
Has gedopManus rPyAHON KJIETKY, yIUIOIeH e LIei-
HOTO JIOPA03a ¥ TPYHAHOr0 K1do3a, 4TO COOTBETCTBYET
CUHJPOMY IPAMOJI CTIMHBI, @ TAK)Ke TUIIEPIOP03 TOsIC-
HIYHOTO OT/ie/1a T03BOHOYHNMKA. KpoMme Toro, y jouepn
Ipo6aHfa 0TMeYaeTCsA TUIIePMOOVIIBHOCTD KaK MEKIX
CYCTaBOB KICTeM PYK, TaK 1 KPYITHBIX CYCTaBOB, TAKMX
KaK KOJIEHHBIe U TO/IeHOCTOITHBIE, C TIOf{BBIBUXAMI, UTO
CBUJIETENBCTBYET O HAPYIIeHN I CTAOVIBHOCTH CYCTaBOB
U CBA30YHOTO anmapara. C IeTcTBa onucaHa TPaH3M-
TOpHas U30MMpPOBaHHAsA MUKPOTEMaTypus U IpOTe-
MHYPMW, BBIABIEHHBIE C 1,5 1eT. Y >keHbI Ipo6aHza
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PucyHok 5

Y Hedpponoruyeckue 23
OCHOBHbIe NPUYKHBI
MHBannmansauun cypponoruyeckue 4,6
nauuneHToB C gucnnasven
COeVHUTENbHOI TKaHM o¢ranbmonornveckne ] 68
B NPOLeHTax (CMHAPOMHble

pou Ap HeBponornyeckue 91

1 HepudPepeHUpoBaHHbIe

bopmbl, n =44) 6pOHXO-NeroyHble 13,6

KapAaunanbHble, COCyaucTble

KOCTHO-CYCTaBHbl€e, BepTeﬁporeH Hble

Apyrue

] 27,3

0 5 10

(45 net) cMHAPOM rony6BIX CKIIEp, @ TAK)XKE TUIIEPMO-
6mnbHOCTD CycTaBoB (puc. 4).

JIns yTOYHeHM st fMarHosa godepy npobaHza 6bI1o
IpoBefieHo cekBeHMposaHue sk3oma J[JHK, B pesynb-
TaTe KOTOPOro OOHApY)KeHa paHee HEOIMCAHHAS Te-
TepO3UTOTHaA MyTanusA B 6-M s3k30He reHa NOTCH2,
NpUBOJAILAS K 3aMEeHE aMUHOKUCIOTHI B 323-11 1031~
v 6enka. OfHAKO JaHHBI Pe3y/IbTaT He CIMTACTCH
3HAYMMBIM JI71s IOHMMAaHWA ONVICAHHO ITaTONIOT M.

B xope HabmoeHNA 9TOI ceMby ObLIM JaHBI PEKO-
MEH/IALIMY 110 M3MEHEHNI0 06pa3sa XU3HU U PaljoHa
OUTaHUA fodepy npobaH/a, TaK KaK B IOLPOCTKO-
BOM BO3pacTe y Hee CTajli HapacTaTh NPOTEUHYPUS
U MUKPOTE€MaTypus. BbIzo BBIABIEHO, YTO [IeBOYKa-
HOJIPOCTOK yBJIEK/IaCh I>KaMIITHIOM — BUJ QUTHeca
Ha 6aTyTe CO 3HAUUTE/IbHBIM COTPACEHVEM BCETro Teya
BO BpeM:I BBICOKIMX IIPBIXKKOB. BbI/IO ITpefiioxeHo nepe-
JITV Ha MEHee TPaBMOOIIACHDII, HO He MeHee aKTUBHBIN
Buj GuTHeca 6e3 IPBDKKOB M COTPSACEHNIT, BK/IIOUUTD
B PaLlMOH IIPOAYKTHI, 6oraThle 6eIKaMu, ITNKO3aMIUH-
IIMKaHaMJ, BUTaMuHaMI. Takoke OBIT peKOMEHOBaH
He(pOIPOTEKTOP MEPUHAONIPUII B HO3€ 2,5 MT B CYTKI
AIUTENbHO. DT peKOMEH/JAIINY SABIAMNCh OCHOBOIIO-
JIaraollIMy, TOCKO/IbKY I7IaBHAs Halla Ijefib — He JI0-
IYCTUTD PasBUTHA UHBATUAUSUPYIOLUIVIX OCTTIOKHEHUI
CO CTOPOHBI IOYeK. BaXkHO OTMETHUTBD, YTO 06pa3 >Ku3-
HJ MOYKET OKa3bIBaTh BIMAHNE Ha SKCIIPECCUIO T€HOB,
U B Oy yILeM 9TV M3MEHEHN A MOT'YT pacCMaTpUBaThCA
KaK 4acCTb 3MMUT€HETUIECKOTO BO3/lelicTBIA. B pe3ymb-
TaTe y [odepu pobaHa depes ABa Mecsilia COOMOeHms
PpeKOMeH a1 TOYTY MMOTTHOCTBIO MCYE3NU IPOTENHY-
pus v MuKporeMaTypus. Takum o6pasom, cobmoneHne
IpaBUIbHO NOKOOPaHHBIX PEKOMEH/ AL B IIOfPOCT-
KOBOM BO3pacTe CHIKAeT BePOATHOCTb Pa3BUTHUA UH-
BaTTMU3UPYIOMINX OCTIOKHEHNT, a TAK)Ke, BO3MOXKHO,
CIIOCOOCTBYET 3aKPEIIeHII0 HOBO STIUT€HETHYECKO
MeTKU 1 e€ Iepefady 6yAyLIMM ITOKOTEHSIM.

O6cyxaeHne

IlepBalit M BTOPO KIMHUYECKUE IPUMEPBI [IEMOH-
CTPUPYIOT HeOOXOLIMOCTD TPABIU/IbHOM [YATHOCTUKIA
Y COOTBETCTBEHHO /le4eOHbIX MePOIIPUATHIL Ha Horlee
PaHHMX 9Talax Py BBIABICHNM IPU3HAKOB Hepudde-
PEHIIPOBAHHOM NMCIIIA3UIU COEMHUTE/IbHOI TKaHM,
He OTPaHMYMBASACh TOIBKO COITTACOBAHHBIMU K/IaCCH-
(bUKAIVMOHHBIMY KPUTEPUAMM MOHOTEHHBIX CYHJPO-
MOB, HO U TIPMMEHs A MO/EKY/IAPHO-TeHeTYecKIe JC-
CTIeflOBaHM A, KOT/Ia IPOC/IEXMBAETCA YeTKA A TEHAEHII M A
K VHBAIMAV3alyM NaLMeHTOB. PeabuInTalioHHbIe
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Ha pucysnke 5 npencrapieHbl OCHOBHbIE IPUYMHBI
MHBaNUAM3ALUN NALIEHTOB C CMUHAPOMHBIMU U He-
mudpdepennuposanupiMu popmamu JCT. V3 123
YeI0BeK 3a mepuof Habmoxerus ot 3 fo 21 roga ot-
MedeHa MHBanuau3anuA B 44 cnyyaax. Haubonee
yacTbiMu npuynHaMmy naBanuansauuy npu JCT as-
JISUTACh KOCTHO-CYCTaBHBIe U BepTeOporenHsle (n=9),
KapAnanbHble ¥ COCYAUCTDIE (N=7), 6pOHXO-TIeTOYHbIE
(n=6), HeBponornyeckue (n=4), opTaTbMONOrNIECKIE
(n=3), cypmonornueckue (n=2), Hepponornyeckne
(n=1) n gpyrue (n=12). YuursiBas Hanbomee 1acTo
BbIABIAeMbIN KnyHU4Yecknuit cuaapom JCT — ru-
[IepMOOUIBHOCTD CYCTaBOB, a TaK)Xe fedopManum
TPYAHOI KJIETKM U TIO3BOHOYHIKA, MOXXHO OBIIO Obl
[IPEJIIONOKNTD, YTO KOCTHO-MBIIIIEYHBIE 1 BepTeOPO-
reHHbIe IPUYIHBI, TPUBOJSILINE K TSXKeIbIM popMaM
0CTe0apTPUTA, & TAKXKE OCTEOXOH/IPONATUAM, PYHK-
L[MOHATTbHOM HEOCTATOYHOCTY CYCTAaBOB, 3a/iMyT Be-
AyLye IO3UIY CPe IPUYMH MHBanuau3au [13].
Ha camoM fienie oHM cocTaBUIM NATYIO YaCTh BCeX
cmydaeB wHBanmupusanyuu — 20,5%. Kapguanbabie
U COCYVICTBIE TPOOTIEMBI, @ TAK)Ke OPOHXO-TIeTOYHbIE
3a60/1eBaHMsI BCTPEYanyuch MPUMEPHO C OfJMHAKO-
BOJI 4aCTOTOM Cpefiu NPUYMH MHBANIUM3ALUY T1a-
muenToB ¢ JJCT — 15,9% u 13,6%, COOTBETCTBEHHO.
Ipyrue npuunssl (27,3%) cocTaBUIN BHeLIHMe PaK-
TOPBI, TPaBMBI, IpodeccruoHanbHble 3a001eBaHNA,
HOCTIefCcTBIA TyOepKyesa KocTeil 1 modek, COVID-19.
O6paijaeT BHUMaHMe, YTO MHBATUAU3ALNSA Y JIAL]
¢ ICT HacTymaeT B MOZIOZIOM BO3pacTe — CPeTHMUIL
BO3pacT MHBATUAU3UPYEMBIX cOCTaBUI 41+12,5 neT.
OTO COOTBETCTBYET paHee BbICKa3aHHOI TUIIOTE3e
O MPOrpeAMeHTHOM Te4eHU! Haclae[fCTBEHHOI Ma-
TOJIOTVY COEJVHNTENBHOI TKAHMU C ee ferpajanuen
IIpY OIIPefie/IeHHOM TeHeTNYeCKOM fedeKTe B OHOM
13 KOMIIOHEHTOB — OY/Ib TO BOTIOKHIUCTbIE CTPYKTYPBbI
IV OCHOBHOE BELECTBO COeNMHMUTENbHON TKaHu [14].

MepOIPUATHS B TPETbeM KINHNIECKOM HabII0feHNu
HOKa3a/i, 4TO 06pas XU3HU MOXKET OKa3bIBaTh BIIU-
sIHNe Ha 9KCIIPECCUI0 TeHOB IIPYU HAC/IeICTBEHHOM Jie-
(dekTe KOMIareHa MoyeyHeIXx MeMbpaH (y mpobanza
¥ fodepu Ipo6aH/a) ¢ YMeHbIIIeHEeM BbIPaXKEHHOCTH
CVIMIITOMOB U PVCKA VHBAIUAV3ALNI. YCTAHOB/IEHE
FeHeTHIeCKOTO AMAaTHO3a CHMHApPOMa AbIoOpTa —
TPy/[HAs 3aj1a4a [la)ke A/IsI MACTUTHIX T€HETUKOB.
IIpuBeneHHble KINHNYECKMEe HAOMOQeHUS fie-
MOHCTPUPYIOT, YTO paHHee BbIsIBIIEHNE [IPU3HAKOB
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OUCIIIa3UU COeNVHUTENbHON TKAaHU B CeMbsX 6e3
HavyanbHOI AuddepeHnManuy CMHAPOMOB (Hepud-
¢depennuposannas [ICT), MHAMBUAYaTbHBILI IOAXON,
C IOCTIefIOBATeLHBIM HabMI0leHMEeM B IO POCTKOBOM
1 MOJIOZIOM BO3pacTe i1 yTOYHEHU A CHAPOMa/TbHOTO
JMarHo3a MOTYT IIPeIOTBPAaTUTb Pa3BUTIE MHBATUN-
3UPYIOIMX OCTIOXKHEHUIA.

Knununueckue Habnwogenus cemen ¢ ICT unno-
CTPMPYIOT TUIIMYHbIE K/IMHMYECKe AMUCTITTACTYeCKIe
IpU3HAKM, IPUCYIJe TalIeHTaM Kak ¢ HeftuddepeH-
yuposaHHoit [JCT, Tak 1 ¢ 371epconogoOHbIM GeHOTH-
oM. VIx HemoBTOpsAIOLIeecss COYeTaHMe U BBIpaXKeH-
HOCTb, YHUKAJIbHbIE B KaXKI0J CeMbe, Ha3bIBAIOTCSA
«(peHOTUIINYECKOIT TPOTIKEHHOCTHION.

3aKknwyeHune

Takum o6pasom, GpeHOTHIINUECKASI IPOTKEHHOCTD
npu3HakoB JICT B ceMbAX IPOC/IEKMBAETCA B Pa3HBIX
CHICTeMaX, TaK KaK COeJMHUTE/NbHAA TKaHDb Be3fecy-
a, a HaJIu4ye CyYaeB NHBATUAM3ALNN CBA3AHO
clocus minoris B onpepeieHHOM OpraHe IIpU U3BECT-
HOM reHeTnueckoM fiepexre. Ilpenckasarp u mpe-
BOTBPAaTUTD CAydau MHBANUAU3ALNN BO3MOXHO
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