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AnHomayus. BeedeHue. /lucniaasusi coeduHUMeAbHOU MKAHU 6 CO8PeMEHHOM
NOHUMAHUU s518/51emcsl 2eHemu4ecku O0emepMUHUPOBAHHOU U/uau 8poxcdeHHOU
aHomaauell cmpykmypul U yHKYUU cOeOUHUMENbHOU MKAHU pa3/IU4HbIX 0P2aHO8 U
cucmeM, Komopasi Xapakmepuzyemcsi 2eHemu4vyeckoll HeoOHOPOOHOCMbI U
MH02006pa3uemM KAUHUYECKUX NposieaeHUull om dob6poKkayecmaeHHbIX CYOKAUHUYECKUX
¢dopm do paszsumusi NOAUOP2AHHOU U  NOJAUCUCMEMHOU  namo.io2uu ¢
npozpedueHmHbviM  meveHueMm. Hecmompss  Ha — coXpaHawWyrCcs  HAYYHYHO
aKkmya/bHOCMb, 8 hpakmuueckolli meduyuHe npobaeme ducnaa3uu coeduHUMeAbHOU
mKaHU He 8cezda ydesisiemcsi 0AxCHOe BHUMAHUe. B cmamve npedcmassien kpamkuii
0630p JAumepamypsvl,  NOCBAWEHHOLU  80Npocam  3IMuUO/i02ul, namozeHesd,
Kaaccugukayuu, KAUHU4eckou U Jsa6opamopHol duazHocmuku — Ouch/aasuu
coeduHumeavHol mkaHu. [loduepkusaemcsi cUCMEMHOCMb NOPAXCEHUU PA3AUYHBIX
0p2aHO8 U mKaHel, 00YC/108/eHHAS WUPOKUM npucymcmeuem coeduHUMmMeabHoU
MKAaHU 8 Op2aHu3Me.

OnucaHue KauHu4veckoz2o cay4asa. OcHog8HOU pazden cmamwvu omeodumcs
KAUHUYECKOMY pas36opy hayueHmku ¢ ducnhaasueli coedUHUMEAbHOU MKAHU.
JlaumesnbHoe KAuHUYeckoe Hab1deHue n0380/1U/10 npedcmasums XPOHO/102U4ECKYH
KapmuHy  @OpMUpPOBAHUSl  PA3AUYHbLIX  CUHOPOMO8  HeduggdepeHyuposaHHOU
coedUHUMEAbHOMKAHHOU ducnaasuu: om 8poxc0eHHOl KUCmO3HOU 60/1e3HU J1e2KUX
do MaHugecmHoz0 KAUHUYECKO20 NOPANCEHUS] CepdevyHO-cocyoucmoli cucmembl,
0NnopHo-08U2aMENbHO20 annapama, hovek, Op2aHa 3peHust U nuwesapumesnbHO20
mpakma ¢ Heob6X00uMOCmbl0 XUpyp2u4eckoz2o emewamesnbcmed. AKyeHmupyemcsi
BHUMAHUE HA KAUHUYECKUX 0CO6EHHOCMSIX MeYeHUsl Op2aHHOU namosio2uu Ha oHe
ducnaasuu  coeduHumesbHoU mkaHu. IIpodemoHCmpupo8aHvl  803MONCHOCMU
C08PEeMEHHOLl MOAEKYASIPHO-2eHeMUYeckoll dud2HOCMUKU Namo/A02Uuul.

3akaioyeHue. Cmambsi 060CHOBbIBAEM BAHCHOCMb CBOEBPEMEHHO20 Bbls18/1EHUS
B8HEWHUX U BUCYEPA/AbHbIX NpPOsi8AeHUll coedUuHUMeaAbHOMKAHHOU ducnaa3uu 04s
onmumu3zayuu Oudz2HOCMUKU KOMOPOUOHbIX COCMOSIHULL npu JaHHOU namo/io2uu.
OcobeHHoe gHUMaHUE 06pawaemcsi Ha Heob6xX00UMOCMb MYAbLMUIUCYUNAUHAPHO20
nodxoda K eedeHur0 Makux NayueHmos, ux payuoHa1bHol UHOUBUJYa1U3UPOBAHHOU
ducnaHcepusayuu Kak 8 demckoll npakmuke, mak u npu nepedaye 80 83p0cC/yio cemo.

Kawuegsvle canoea: ducnaasus coeduHUMeEAbHOU MKAHU, NOJAUOP2AHHAS
namosio2us, cnae4Has 60/1e3Hb, KoMOpbudHocmy, demu

Jna nur.: 3y6nosa T.U., Canpeikuna E.A., Ky3nenosa H.JI. /lucniasvs coeIMHUTEILHOW TKAaHU Kak MOPGOPYHKIIMOHAIbHAS
OCHOBA IOJIMOPTaHHOM NMATOJIOTHH y AeTel (pa36op KirHU4YecKoro ciaydas) // UHHoBauuu B MeaniuHe U ¢papmaruu. 2025. T.2.
Ne1l.C.78-84. EDN UIDGZD

© 3y6yosa T.H., CanpuvikuHa E.A., Ky3Heyosa H/., 2025

MHHOBALIM B MEOANUWHE N ®APMALIMN TOM 2 Nel 2025


https://orcid.org/0000-0001-8906-3435
https://orcid.org/0009-0004-4638-051X

KJIMHUYECKHUE CJIYHAHU

Clinical case EDN UIDGZD
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Abstract. Introduction. Connective tissue dysplasia in the modern sense is a

T;C;\.lzegm genetically determined and/or congenital anomaly of the structure and function of

connective tissue of various organs and systems, which is characterized by genetic
Revised heterogeneity and a variety of clinical manifestations from benign subclinical
22.06.2024 forms to the development of multiple organ and polysystemic pathology with a
Accepted progressive course. Despite the continuing scientific relevance, in practical
14.09.2024 medicine, the problem of connective tissue dysplasia is not always given due

attention. The article presents a brief review of the literature on the etiology,
pathogenesis, classification, clinical and laboratory diagnosis of connective tissue
dysplasia. The systemic nature of lesions of various organs and tissues is
emphasized, due to the wide presence of connective tissue in the body.

Case description. The main section of the article is devoted to the clinical
analysis of a patient with connective tissue dysplasia. Long-term clinical
observation allowed us to present a chronological picture of the formation of
various syndromes of undifferentiated connective tissue dysplasia: from congenital
cystic lung disease to manifest clinical lesions of the cardiovascular system,
musculoskeletal system, kidneys, visual organ and digestive tract with the need for
surgical intervention. Attention is focused on the clinical features of the course of
organ pathology against the background of connective tissue dysplasia. The
possibilities of modern molecular genetic diagnostics of pathology are
demonstrated.

Conclusion. The article substantiates the importance of timely detection of
external and visceral manifestations of connective tissue dysplasia to optimize the
diagnosis of comorbid conditions in this pathology. Special attention is paid to the
need for a multidisciplinary approach to the management of such patients, their
rational individualized medical examination both in children's practice and when

@ O transferring to an adult network.
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BBeaeHnue

OCHOBONIOJIO)KHMKOM H3y4eHUs coefuHUTesbHOW TkaHu (CT) B Hamed cTpaHe OBbLI
natodpusuosior boromouier; Anekcauap AnekcaHapoBud (1881-1946 rr.). OH yTBep¥JaJ, UTO ...
COeJIUHUTENIbHAs TKaHb - «KOpeHb 4YeJIOBEKa», OHa OmpeJie/iseT COCTOSHHE 3/I0pOBbA U
0COOGEHHOCTH 60JIe3HU YesloBeKa, ABJAACh 6230 KOHCTUTYLMU». Ero mo3unuo pasgensa BeJTUKUN
oTedyecTBeHHbIN neauarp Macsos M.C., BblJes1 JUCIJIACTUYECKUI TUIl KOHCTUTYLHH y AeTel. C
Tex Mop Npob6JeMa NaToJOTUU COeJMHUTENbHON TKAaHU COXpaHseT Hay4dHYl0 aKTyaJbHOCTb, HO He
BCerja B [JOJDKHOW CTelleHH YYUThIBAeTCs B IPAKTUYeCKOW MeULIUHE.

B CBA3M C 3TUM OCHOBHOM IeJIbI0 HacToslled paboThl CTajo0 NOCPeACTBOM pasbopa
KJIMHAYEeCKOW CUTyallMd MPOJEMOHCTPHUPOBATh 3HAYUMOCTb AUCILJIA3UHA CO€AUHUTE/bHOM TKaHU
(ACT) kak enuHoil maToMopdosOoTrUYecKoil OCHOBbI GOPMHUPOBAHUS KOMOPOUIHON MATOJIOTUHU Y
JleTell, puBJeyb BHUMaHHUe [eAUaTPOB K OLleHKe BHEUIHUX W BHUCLEepaJbHbIX (EeHOTUIIHNUYECKUX
nposBiaeHud [JICT, KX BO3pacCTHOM XapaKTepUCTUKU [J obeclieyeHUs pallMOHAJbHOU
VHJVBUAYAJIU3UPOBAHHON JUCNIAHCEPU3aL MU TALHEHTOB.

B coBpeMeHHOM MOHHWMaHWUM JAucCIJA3us coeauHuTenbHOW TkaHu ([ICT) - reHeTHuyecku
JleTepMUHHAPOBaHHasA M/WJM BpOXKJEHHasd aHOMaausa CTPyKTypbl U ¢yHkuuu CT pasnaudHbIxX
OpPraHOB M CHUCTeM, 00'beJJMHEHHbIX B KOHCTUTYLMOHaJbHble (GEHOTHUIb], XapaKTepHU3yloliuecs
reHeTUYEeCKOM  HEOJHOPOJHOCTbIO M  MHOroo6pasveM  KJMHUYECKUX MPOSIBJIEHUH  OT
JlOGpOKAayeCTBEHHBIX CyOKJIMHUYEeCKUX GOpPM [0 pa3BUTHUS MOJUOPraHHOW U MOJIMCUCTEMHOU
NaToJIOrUHU C nporpeareHTHBIM TedeHHeM [9]. ICT uMmeeT MysbTHUdAKTOpHUAIbHOE HAC/Te[0BaHUE,
CBSI3aHHOE C aHOMaJiMel cuHTe3a U o6MeHa 6eskoB CT (uOPuUJINH, 371aCTUH, TEHALUH U Ap.). B
CHHTe3e 27 TUIOB KoJulareHa IpMHUMaeT y4acTue 42 reHa, onucaHo 6osiee 1300 myTanuil B 23 u3
HUX, 4YTO CO3JaeT Cepbe3Hble METOAUYECKHEe 3aTPyAHEHHs MOJIEKYJsIPHONX [JAUAarHOCTUKU B
NoBCceJHEBHOM NpaKTHKe. B pa3BUTHUM NATOJIOTMU UMeeT 3HaYeHUe JilelCcTBUe CpeZoBbIX PaKTOpPOB
(BHYTpUYTpOGHbIE, TepUHATaIbHbIE, NULLEeBOH JedULUT, TpaBMbl U Ap.) Ha GOHe HAJIUUUSA «TE€HOB
npezpacnojioxkeHHocTU». CoeJWHUTE/NbHO-TKAaHHble HapylleHUss - 3To 6oJjie3HW Haubosiee
KOJIJJareHU3UPOBAaHbIX OPraHOB-MUILEHEN: KeJy[JOYHO-KULIEeYHbIH TpaKT, CepAeyHO-COoCYLUCTas
CHMCTeMa, HepBHAad CHUCTeMa, pPeCUpaTOPHbIM TpaKT, MOYeBblJeNUTeJbHAsA WU 3SHJOKpHHHasd
cucteMbl. Y mnauveHToB ¢ /JICT HepeJKO BO3HMKAaKT HKMMYHOJOTMYeCKHe HapylleHUH,
ayTOUMMYHHasi NaTOJIOTUS.

Knaccudukanusa JCT - ofuH K3 caMbIX JUCKYTabesJbHbIX HAayYHBIX BONPOCOB, TOrJa Kak
MMeHHO kJjaccuduKanus 3abosieBaHUsA ABJAETCA JUAarHOCTUYECKUM U JiedeOHbIM UHCTPYMEHTOM
JU1s1 Bpava. B Haweit ctpane npuHsiTo pasgesnenue [CT Ha HacaegcTBeHHble HapyuleHus CT (HHCT)
nwiu  auddepeHUUPOBAHHbIE, YTO COOTBETCTBYeT MEXJAyHAapOAHOH TEPMUHOJIOTHH, U
HegudpepennupoBannyto [CT. Onucano 6osee 70 dopm HHCT, Haubo1ee yacTble U3 HUX CUHAPOM
Mapdana (Q87.4), cunapom Inepca-/lanno(Q79.6), HecoBepuieHHbIN ocTeoreHe3 (Q78), cungpoM
rUnepMo6usbHOCTH cyctaBoB (M35.7), mposianc MuTpasnbHoro kjaamnaHa (I134.1), cemeWHBIH
cuggpoM  MapdaHouaon  BHewHOcTH, MASS-cunapoMm. Kaxpasa ¢opma umMeeT cBoH
JUarHocTU4YeCcKhe KPUTEPHUM M BO3MOXXHOCTb [eHeTHYeCKOro MNoATBepxJeHUd. KinHHueckue
nposiBieHus HeguddepennuposanHou JACT (HACT) He yknageiBatoTcss HU B ogHy u3 HHCT, xoTsa
MOTyT UMeTb cxoXue mnposiBjieHus. [5]. PacnpoctpanenHocts HHCT HeBesnuka: B momyssinuu
cuggpom Mapdana - 1:10 000-1:15 000. [lo maHHBIM oTedecTBeHHbIX HcciaenoBaTeneird HJACT
JuarHocrupyetcay 20-70% feTckoro HacesieHHs, 3a py6e>KoM Takve JJaHHble OTCYTCTBYIOT [9].

[losTanHas auarHoctuka JICT BK/IOYaeT:

1) u3yyeHre aHaMHe3a C Bbl/leJIeHHEeM HacJeJCTBEHHBIX U CpeloBbIX GaKTOPOB;

2) dusukasbHOE 06CaeI0BaHUE;

3) AOoNOJIHUTEe/bHbIE MHCTPYMEeHTa/IbHble U JJabopaTOpHble METO/bI;

4) MOJIEKYIIPHO-TeHETUYECKOE UCC/Ie/JOBAaHUE.

[pynmoil BeAymIMX OTe4YECTBEHHbIX CHELUAJMCTOB M0J, pykoBojcTBoM Kagypunou T.HU,,
['nycaeBa C.®. B 2015 r. 6bl71 npeAcTaBJeH NPOEKT KJIMHUYECKUX PeKOMeHJAlUi C aJropuTMOoM
JUAarHOCTUKU HacJeACTBEHHBbIX U MHoropakTopHbix HapyuwieHud CT y gerteir [5]. IlpeasioxkeHa
6aJsisibHasA oueHka BHewHUX (20) u BucyepaibHbix (14) npu3HakoB cucTeMHoOro BosJsiedueHus CT y
netei. Kaxxaplii mpusHak oneHuBaetcsa oT 0,5 go 3,5 6astoB. CymmMapHas oOIlleHKA IO3BOJISET
onpefenuTh creneHb TsxecTu /JICT, ouneHka Oosiee 30 6asioB SIBJASETCA NOKa3aHUEM AJis
uckmodeHusa HHCT.
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OnucaHue KJIMHUYECKOro cay4das

[IpencTaBsisieM Halle KJWHU4YecKoe Hab6uogeHue. JleBouka 17 set. HacneqcTBeHHOCTB: B
ceMbe €CTb BbICOKOPOC/IbIE, ACTEHUYECKOrO TeJIOCJ0KEHUSA POJACTBEHHUKH; Yy  MaMbl
Mmapdanouanbiit penorun, XI'/l, AUT. Pe6eHok oT 1-i1 GepeMeHHOCTU Ha pOHE YTrpo3bl NpepbIBaHUA
u nepeHeceHHoil OPBU. B cpoke 27 Heaesb y mJojAa BbIIBUIM Y3-NPU3HAKHU, IOA03PUTEbHbIE HA
IuadparMasbHy0 I'pbDKy. Poabl cpouHble, Macca Tesa 3760 rp., JynHa 55 cM, olleHKa IO LIKaJje
Anrap 5/7 6annoB. C pox/JeHUsI COCTOSIHUE TsKeJoe 3a CYeT JbIXaTeJbHOW HeJO0CTAaTOUYHOCTH,
nepeBeneHa Ha UBJI. ToHbl cepAnia BeICAYIIMBAJIKUCh cipaBa. Ha 2 cyTku npoBeJieHa 1anapoTOMUS,
AuadparmMasbHas rpbDKa HckAwuYeHa. CileAylIIUM 3TAaloM NpPOW3BeJleHAa TOPAKOTOMHS CJIeBa,
yCTAaHOBJIEHA BPOXK/leHHAs TUIOIJIA3UsI JIEBOTO JIETKOrO, HaNpsbKeHHas OpPOHXOTeHHasi KHCTA.
BrinoJsiHeHa HUKHSAA JIOG3IKTOMHUS.

['McTosorndyeckuit AUarHos: Bpox/JjeHHass KucTo3Has 60Jie3Hb (6e3 MPHU3HAKOB BOCHAJIEHUS ).
[locsieonepalluOHHBIA NEPUOJ  OCJOXKHHUJCA KeJYAOUYHbBIM KpPOBOTEYEHHEM, NPOBOAUIUCH
TpaHc)y3ud KOMIIOHEHTOB KpOBU. JlalbHEHWIIMH POCT U pa3BUTHE pebEHKa JAEMOHCTPUPOBAIH
MoCTeNneHHoe nosiBJieHUe pa3HO06pa3HBIX CHMIITOMOB co CTOPOHBI HauboJiee
KOJIJIareHU3UPOBAaHHBIX OopraHoB. B Bospacte 1 roga auarHoctupoBaHbl MAAC (aHOMaJibHbIE
XopAbl JieBoro xkesyaodka, 000). [losBuKch yropHble 3amopbl. B 2 roga npu akTUBHOM pOCTe B
JUIMHY peOeHOK HMeJl HeJOCTaATOYHOCTb NMTaHHUS, HavaJla XaJloBaTbCsl Ha 60JIM B )KUBOTE M HOXKKaXx
(opTomnen — 6osin pocrta?). K 3 rogam Ha doHe yMepeHHbIX IPU3HAKOB aTONUYECKOTO JIEPMATHUT],
CHHJpOMa TUNEePaKTUBHOCTH, TUKOUJAHBIX TUIEPKUHE30B, MOSBUJUCH IOBTOPHbIE PBOTHI,
NPUCTYNO06pa3HbIM Kallesb, cGOpMHUPOBaJach BOPpOHKOOOpa3Has JepopManus rpysHON KIETKH.
Ha koxe TyJioBHIa — NOCJeONepallMOHHbIN KeJouAHbIN pyb6en. C 4 JieT Havya/d 06CaeloBaHUE B
HI3/l r. MockBBI C NpUBJIE€YEHUEM TaCTPOIHTEPOJIOTA, aJlJIEProyiora, UMMyHOJIOra, BaKLIMHOJIOT3,
opronega. B pesysbTaTe 4depe3 roja Obl1 cPOpPMHUpPOBAH KJIMHUYECKHUH AuarHo3: BIIP serkwux.
XpoHuyeckud o6GCTpYKTUBHbIM OpouxuT, [H Il cTemeHu. bpoHxuanbHasg acTMa, aTONHYecKas,
NepcUCTUpyIOLLasl, Jerkoe TeuyeHue. [lvieBass U JiekapcTBeHHasi asuleprusi. BopoHkoo6pasHas
nedbopManusag TPyAHOU KIeTKU. JJUCKHHE3Us >KeJ4eBBIBOAANIUX NyTel. B KadecTBe 6GasucHOM
Tepanvu OblJ Ha3HAYeH CcepeTH/l, 0JlHAKO 3QdeKT okasasics HeJoCTaTOUYHBbIM. B Bo3pacrte 5,5 seT
pebeHOK ObL1 06c/eloBaH B eguatpuieckoM otaeneHun HKMI um. Kpyraoii r. Opaa.

Ha ocHoBaHMM MOJpPOOGHOr0 H3y4YeHUs] aHaMHe3a, OLEeHKM BHEIIHHWX M BHUCLEpaJbHbIX
NpOSIBJIEHUH NATOJIOTUU W KOMILJIEKCHOTO /IOMOJIHUTEJNbHOTO 00C/ae/JoBaHus (C HUCIOJb30BaHUEM
Bblllle MPUBEJIEHHBIX AJITOPUTMOB) ObLI 060CHOBAaH KJWHUYECKHH AWArHo3: cMHApoM MapodaHa
(BpoxaeHHasi KUCTO3Hasi 060Jie3Hb JIEFKOTO, COCTOSIHME MO0C/Je HHXXHEH JIOGIKTOMHUM CJIEeBa;
BBICOKMH POCT, JOJIMXOCTEHOMEJIUS, apaxXHOJaKTUIHs, Y3KOe JIML0, TUIePMOOUJIBbHOCTb CYCTABOB,
BOpPOHKOOGpa3Has Jedopmanus rpyaHod kjaeTkd Il creneHu, popmupyromuica Kkudpockoauos3 B
IpyA0-NOSICHUYHOM OTJeJsie TO3BOHOYHHUKA, IJIOCKOCTONHE; MbIlIeYyHasi TUIMIOTOHUS; NOBBILIEHHAs
MOABW>KHOCTb MIPaBOM MOYKH; TaCTPONTO3, TPAaHCBEP30KOJOHONTO3, CIIJIAHXHONTO3, THIOMOTOpPHAs
JUCKUHE3Ws KHUIIedyHHKa, JucPyHKuus kemadyHoro ny3beips; AXJ/DK, [IMK 4 wmm. Beuio
peKoMeHJIOBaHO o00c/jefoBaHMe B MNpodUIbHBIX (QeJlepalbHbIX LEHTpaX, MOJEKYJSIPHO-
reHeTu4deckoe o6cnaenoBanue s Bepudpukauuu HHCT.

C 10 neTtHero Bo3pacTa pebGEHOK — MOCTOSIHHBIN ManMeHT pa3iMdHbIX oThaeseHud HKMI] u
KJIMHUK T. MOCKBBI B CBSI3U C BbIPAXK€HHBIM abJ0MUHAJIbHBIM 6OJIEBBIM CHUHJPOMOM, MOBTOPHOM
PBOTOM, TOJIOBHBIMH 60JIIMU, MPOTrPECCUPYIOILEN HEJOCTATOYHOCTbIO NMUTAHUSA. JIOMOJHUTEIbHO
BbISIBJIEHBl W3BUTOCTb MO03BOHOYHBIX apTepui (Mapkep /ICT), aedopmanus noyeyHOW JIOXaHKH
C/leBa, PEHTTreHOJIOTHYeCKUe INpPHU3HAKU YMEepeHHOro ocTeonopos3a, Jeduuut BuTamMuHa [
[lo gaHHBIM cnuporpadpuu — yMepeHHble CMellaHHble HapylleHUs BEHTUJISLUOHHOW GYHKIUU
Jserkux. HeBpoJsior auarHoctupyet CB/l, acTeHuueckuil CUHAPOM; OKYJUCT - MHOIUIO BBICOKOH
crenedd. [lo COBOKYHNHOCTHM TaTOJOTHH MpojoJpKkaacsa AdddepeHIUanbHbIA [JUAarHo3 c
TUNEePrOMOLUCTENHEMUEH, OpraHuYeCcKUMU aMUHOALUAYPUSIMH, MUTOXOHAPUATbHbIMH
3aboseBaHUusIMY, OTAeabHbIMU ¢opmamu HHCT. Ilog koHTpoJsieM TreHeTHKa MPOBEJEHO
kapuotunupoBaHue - 46XX; TMC kpoBu - 6e3 maToJioruy; obcieoBaHUe MaHeau «166 reHOB,
OTBETCTBEHHbIX 3a MATOJIOTHUIO CKeJeTa» - MaTOJOTMU He BblsABJEeHO. C y4eTOM OrpaHU4eHHOH
BO3MOXXHOCTHU METO/a PEKOMEH/I0BAaHO yIaybJjieHhe TeHETUYECKOTO 00CaeJ0BaHUS U TPOBeJieHUe
NOJIHOTO TeHOMHOro cekBeHupoBaHufA. K 12 romam yb6eauTesbHbIX [AaHHBIX [JI1 YTOYHEHUS
JuarHosa cuijjpoma MapdaHa He nosiyueHo. HapylieHue KauecTBa »KHU3HU A€BOYKHU ONPEEISN0Ch,
rJiaBHbIM o00pasoM, mopaxkeHneMm KKT. C 14 JieT rocnuTasM3alMyd CTaJd NPAKTHYECKH
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eXXeMeCAYHbIMU M3-3a TOLIHOTbI, MHOIOKPAaTHOW NMOBTOPHOW PBOTHI, 60Jiel B KMBOTE, CHUXKEHUS
anneTuTa, c1ab0CTH. BeisiByIeHbI XPOHUYECKUHI IIOBEPXHOCTHBIN racTpoAyOJ,eHUT,
JnyoJieHoracTpaibHbli pedurokc ([A'P), racrpoasodareanbHbiii pedarwkc ([IP), pedurokc-
330darur, noJunoBuAHOe o6pa3oBaHUe Kaphud. [IpoBojuMoe CUMITOMaTHUYeCKOe JieieHUe,
HalnpaB/JieHHOe Ha BOCCTAHOBJIeHHME MOTOpPUKM BepxHUX oTzesoB KT, obecrmeunBaso JsulIb
BpeMeHHOe yJIy4dllleHHe COCTOSHUS.

B Bo3pacte 16 JieT pebGeHOK TOCHUTAJU3UPYETCAd C OYEpPeHbIM MPUCTYNOM pPBOTHI,
abnoMUHaNbHBIX OoJiell. Ha peHTreHorpamMme omnpefiejieHbl NPU3HAKKA TOHKOKHUIIEYHOMN
HENpOXOJUMOCTH. XUPYPrU4ecKMH  JAuarHo3: cHaeyHasd  0oJsie3Hb, OCTpasg  KUIlIeyHas
HenpoxoguMocTb. llpoBejieHa onepanus: Ha IepBOM 3Tale IMONbITKA JIANApOCKONHUYeCKOIo
3HTepOJIM3a He yJajach U3-3a MAaCCMBHOTIO TSDKEJIOro CIAaeyHOTO Mpolecca B GPIOIIHON MOJIOCTH.
[IpousBeseHa JlamapoOTOMHMsl, 3HTEPOJIM3, aNNeHAUKOCTOMAa, HHTybGalus KUILIeYHHKa 4epes
anneHJMKOCTOMY, [peHUpPOBaHUe OPIOIIHON MOJIOCTH. B mociefyomemM Bo3HUK/Ia HEO6XOAUMOCTD
JUAarHOCTUYeCKOW JIAalapOCKONMWH, JAPEHUPOBAaHHUA Majoro Tasa. [IpoBoausiack HHTeHCHUBHasA
KOMILJIEKCHasi Tepanus. [locTeneHHO maccak MO KUIIEYHUKY OblJl BOCCTAHOBJIEH, BbIIKCaHa C
yJay4dllleHHueM M peKOMeHJaLUsAMHU aMOyJlaTOpHOro HabJitoJleHus. B HacTosilee BpeMs MOJIyyeHbI
pe3yJbTaTbl IOJHOMeHOMHOro cekBeHupoBaHusa [JIHK, moucka naToreHHbIx MyTaLMH,
acconpunpoBanHbix ¢ HHCT, BBICOKOpPOC/IOCTBIO, HapylIeHUAMH HMMMYHHOW CHCTEMBI, a TaKxe
JPYTMMH CXOAHBIMKM (EeHOTUIIMYECKMMU TNpOsIBJeHUsIMU. BbisiBeHa paHee He OINMCaHHas
retepo3urotHad Mmyrtauusa B 11 sk3oHe reHa CARD11, kortopasa cBfizaHa c¢ WUJ 11 Tuma u
aTONMUYECKUM JlepMaTUTOM U MOXKET UMeTb OTHOLIeHUe K GeHOTUNy nayreHTKU. CeKBeHUpOBaHHe
no CaHrepy noATBepAUJIO HaJlMuMe JAHHOW MyTal WU, YTO SIBJISIETCS OKa3aHUeM J1Jis1 HabJ o AeHUs
WMMYHOJIOTa.

O6cyxaeHue

TakuM 06pas3oM, aHa/NMU3 COCTOSIHUSI pebeHKa B JUHAMHKe JlaeT BO3MOXHOCTb OTMETHUTb
dbopMupoBaHUE HECKOJIbKMX MaTOJIOTMYecKUX CHHJAPOMOB Ha ¢oHe XapakTepHoOro ¢GeHOTHUIa,
CBSI3aHHBIX, OYE€BU/IHO, eIMHON MOpdO0I0ruyecKoi 0CHOBOW — JUCIIJIa3uel COeJUHUTEbHON TKaHU.
Y manuMeHTKH MMeeTcA Hacje[CTBeHHas OTATOLIeHHOCTb, BHELIHUE AWCIJIAaCTUYeCKHe NPU3HAKH,
nedopMalusi OMOPHO-ABUTraTesbHOro annapaTta, udMeHeHus JXKT, G6poHX0J/IErOYHOM CHCTEMBI,
cepAieYHOo-COCYJUCTON cucTeMbl, HeppONTO3, MopakeHue ria3. Kak uM3BecTHO, cocylecTBOBaHUE
JBYX H/WUau OoJsiee 3a60/€BaHUM WJIMW CUHAPOMOB y OJHOIO NallMeHTa, NAaTOreHeTU4YeCKH MU
reHeTUYeCKd CBSI3aHHBIX MeXJy C000H, MOXeT TpPaKTOBaTbCsl KakK KOMOPOHUAHOCTb.
KomMop6uAHOCTE paccMaTpUBaeTCsl B KauecTBe HEraTUBHOTO GaKTopa /JJis IporHosa 3aboJieBaHus,
NOBBILIAET BEPOSITHOCTh UHBaIWAM3aL UK 60abHOro [1,4]. Komopbugnocts y fetei ¢ JICT cBs3aHa
3THUOJIOTUYECKU U NaToreHeTudyecku ¢ HapyweHussMu coctogHusa CT. JICT cospana npeAnochblIKU
JUIsl pa3BUTHUSA AUCOYHKLUM HECKOJBbKUX OPraHOB M CHCTEM OJHOBPEMEHHO C Pa3HOOOpPa3HbIMHU
KJMHAYECKUMU NpPOSIBJIEHUSIMH, UYTO obecneynBaeT JJUTEJbHOCTb TedyeHUs1 3ab0JieBaHUM,
dbopMupoBaHue OCJI0KHEHHMU. B [JaHHOM ciyyae ocCTaeTcsd OTKpPBITBIM BONPOC KOHKPETHOTO
auarHo3sa: otaenabHas ¢opma HHCT uau HZICT? OTBeT Ha Hero mocje NPOBeJEHUs JOCTYIHbIX B
HacTofAllee BpeMs MOJIEKYJIAPHO-TeHeTUYeCKUX UCCIeJOBAaHUM NTOKa He TOJIyY€eH.

«00HaKo, c npakmu4eckoll moYKu 3peHusi cocmosiHue 300po8bsl U Ka4ecmaeo HU3HU NAYUeHmMo8
¢ npozpeccuposaruem HJICT u HHCT, a makoice newebHO-npodusakmuyeckue Meponpusimusi 3agucsam
He CMo/bKo 0m H030/102Uu4ecKoll eQUHUYbL, CKOAbKO OM 8blpAMCEHHOCMU KAUHUYECKUX NpOosi/eHUll,
8peMeHU MaHUgecmayuu CUMNMoMo8 u cuHdpomos, exodsaujux 8 cocmas H/ICT uau HHCT» [2].

B naHHOM KJIMHHWYeCKOH CUTyal MU SPKO NPOC/IeXKUBAeTCa XPOHOJIOTUYECKasaA XapaKTepUCTHKA
passnyHbix cuHgpomoB npu [JICT, BpoxzaeHHas KucTO3Hasd 60Jie3Hb M TUINOIJIA3UA JIETKOro,
JUarHOCTUPOBaHHbIE ¥ Halllel NallueHTKH, YYUTBIBAIOTCA KaK BaykKHble IpeHaTaabHble Mapkepbl JICT.
OnepaTuBHbBIE BMeIlaTe/JbCTBA B paHHEM HEOHATaJbHOM IepuoJie NMOCAYKUJIM JONOJHUTEIbHBIM
TPaBMUPYIOIIUM GAKTOPOM.

[IprcoesuHuBIINECSA BIOCJIe/ICTBUE TOpNUJHbIE pecrnupaTopHble CUMIITOMBI
(mpuctynoobpasHbld Kallesb, OJbIIIKA, OPOHXOOOGCTPYKTUBHBIM CHHAPOM) XapaKTEpPHbI [
narueHToB c JICT [6,10]. CuuTaeTcs, YTO B OCHOBE AbIXaTeJbHbIX PACCTPOMCTB JIEXKHUT HE CTOJIBKO
BOCIlaJ/leHHe OpOHXO-JIETOYHBIX CTPYKTYP, CKOJIBKO HapyllleHHe BOCCTAaHOBJIEHHWS TKaHeHl Mocse
NOBpEX/AEHUS, U3MeHeHUe apXUTeKTOHUMKM BHEKJIETOYHOI'0 MaTpHKCa, HapylleHHe aHTMoTreHe3a U
¢ubpo3. C Bo3pacToM y ManueHTKH NPOSIBUJIOCh aKTUBHOE BOBJIeYEHHE B MATOJIOTHYECKHUN IpoLecc
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opraHoB nuuieBapeHus. [Jlna perteit ¢ JICT xapakTepHbl paHHHUM Ae6IOT, yNOpHble CUMITOMBI U
qyacTble pelyuBbl 330paruToB, racTpuToB, Haauyue ['IP n JAI'P. KiMHuKa Mx Hepesko cTepTas, Ha
NepBbI IJIaH BBICTYMAIOT JUCHENTHUYECKHE U BereTaTUBHble CUMITOMBL [IpM 3TOM moJiy4YyeHbI
JJaHHbIE, CBU/ETEJbCTBYIOIHE O THUCTOJIOTMYECKOM HM3MEHEHHHU CJIU3UCTOH O0GOJIOYKH KeayAKa y
fgeteit ¢ JICT (yMeHblleHHe BBICOTbI 3MUTEJHAJbHOIO MOKPOBA, €ro JecKBaMalus, yMeHbLIEeHHe
cojlepKaHHUA TJIMKONPOTEMHOB U CHAJOMYLUHOB B IOBEPXHOCTHOM CJHM3H), 4YTO CBfI3AHO C
NOBBbILIEHWEM aKTHBHOCTH 3JIaCTasbl U JecTpykuueid kosuiareHa [3]. CocTosiHMe KHIIEYHHKA B
JIAaHHOM CHUTyalMU [IEMOHCTPUPYET BCe BO3MOXKHble MeTaMOpPQO3bl, XapaKTepHble [Jis GOJBHBIX C
ACT [7].

Y, HakoHell, cnaeyHas 60Jie3Hb KHLIeYHUKA. «MOpPO0ru4ecKyr0 OCHOBY CHAWKH COCTABJIAIOT
KOJIJIareHOBble BOJIOKHA, CUHTe3upyeMble ¢ubpobsactamu. Mopdosiornueckas cyTh mpolecca
3aKJ/II0YaeTcsl B pPa3BUTHU pPyOLOBO-COEJUHUTENbHON TKAaHM B OPIOLMIHOM IOJIOCTH IOCJe
XUPYyPruyeckoro BMellaTesbCcTBa. JII060M XpOHMYECKUH Npoliecc B GPIOMIHOM IMOJIOCTH, €CJU OH
BBIXOJUT 3a INpeJiesibl OpraHa, TakXe Heu30eXXHO NMPUBOJAUT K claiKkoobpa3oBaHMI0. B mociennue
rofbl GOJIBIIMHCTBO aBTOPOB MPUXOAAT K BBIBOAY, YTO OJHUM U3 OCHOBHBIX 3BEHbEB
cnaikoo6pa3oBaHUsA fBJSAETCS HW3MeHeHHass UMMYHOOUOJIOTHYeCKas peakKTHUBHOCTb OpraHuM3Ma B
COYETAaHWU C HApyUIeHWEeM CHHTe3a KoJuiareHa» [8]. UMeHHO MMMYHOJIOTUYeCKHEe OCOOEHHOCTH
Halllell MalMeHTKU NOTPebyI0T pUBJIeYeHHs K JUCTIaHCepU3aL MU Bpaya-MMMYHOJIOra. A BCTYIJIEHHE
eé B aKTHMBHBIM penpoAyKTHUBHBINA BO3PacT 06513aTeJIbHO JOJKHO CONPOBOXKAATHCS HAOJ/0JeHUEeM
TMHEKOJIOra, IOCKOJIbKY Yy JeByliek-nofpocTkoB ¢ JICT HepeAko BO3HHUKAIOT OCOGEHHOCTH
CTAHOBJIEHHUS MEHCTPYaJbHOW QYHKILHUH, B OC/IeYyI0IeM — Te4eHHs] 6epeMeHHOCTH U POJIOB.

3akiw4yeHue

Bceobbemiionlee pacnpoCTpaHeHHE COEJUHUTENbHOW TKaHW B OpraHu3Me 4esioBeKa
onpegesseT noJuopraHHoctb nopaxkeHus npu JICT. C BospacTtoM kosndecTBO npusHakoB JCT u ux
BBIPAYKEHHOCTh HapacTaeT MporpeavueHTHO. BoisiBsieHUE JlaKe MaJIOBbIPaKeHHbBIX
HEMHOTOYUCJEHHBIX CHMITOMOB JWCIIA3UM TPEOYIOT TIATEJbHOTO 06cCje0oBaHUsA pebGeHKa ¢
yCTaHOBJIEHHEM BeJyILNX KIMHUYECKUX CUHAPOMOB. /luarHocTUpoBaHHasi KOMOPOUHOCTD y AETEN C
JCT cTaBUT nepej; BpayoM CJO0XKHYI0 33Zjlady CUCTEMHOro obcJjiejoBaHUSA MallMeHTa, IPUBJEeYEHHUS
JpPYTHUX CHEIUaJUCTOB JJs BbI6OpA NPUOPUTETHOTO HAMpABJEHUS B JIeYEHUH, YTO IO3BOJIUT
nu36exarb MoJMnparMa3dy, QOpPMUPOBAHUS OCJAOXKHEHUH W ONpeJeJIMTh IPOTHO3 TeYeHUSs
3abosieBaHui. [Ipu nepegayve noapoctkoB ¢ JICT Bo B3pociyo aMOy1aTOPHO-NOJUKINHUYECKYIO CETh
Heob6X0JUMO NpPeACTaBUTh YeTKy0 HHPopManuio o Haanuuu JCT A/ payroHaabHOrO HabII0AeHUs
Y CBOEBPEMEHHOM AUAarHOCTUKHU BO3MOXKHBIX HOBBIX IPOSIBJIEHUN JUCIIJIACTUYECKON MATOJIOTHH.

HMudopmupoBaHHoe corJacue. [losiydeHO NOANUCAaHHOE 3aKOHHBIM NpeACTaBUTEEM MaleHTa
MHGOPMUPOBAHHOE COrJlacCMe Ha HCNO0JIb30BaHUE €ero MeJUIUHCKUX [JaHHbIX (pe3y/bTaToB
06c/1eloBaHus, JieueHUs U HabJII0jeHus1) B Hay4yHbIX Hessax 12.10.2023.
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