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KJUHUYECKUA CAYYAU CIOHTAHHOTO MHEBMOTOPAKCA
Y ITAIIMEHTA C CHHAPOMOM MAP®AHA

Beeoenue

Cunapom Mapdana (CM) — pekoe HacIeACTBEHHOE 3a00JICBaHUE COCTUHH-
TeJIbHOM TKaHM, reHeTH4Yecku 00ycioBiaeHHoe [ 1]. CM BcTpeuaercs B 1-3 ciyuasx
Ha 5 000 yenoBek. K ocobeHHOCTAM KuHUYeckoi kapTuHbl mpu CM oTHOCATCS
MHOT000pa3ue MpOosBICHUN, BApbUPYIOIIUM BO3pacT IpH AeOroTe 3aboneBaHusl,
XPOHHYECKOE MPOTPEUEHTHOE TEUCHHUE, COKPAILIEHHE MTPOJIOJIKUTEIIbHOCTH JKU3-
HU, TOTPEOHOCTH B JICYCHUH U peaOUIUTAIIMN, HEPEIKO BBIXOJIAIIAS 32 TIPOTOKO-
Jbl ¥ cTaHnaptel. Knuanueckas nuarnoctrika CM OCHOBBIBAE€TCS HA BBISIBIICHUU
CHUCTEMHOTO BOBJICUEHHUS COCIMHUTEIILHON TKaHU C OaJlJTbHOM OIICHKOM, HAIMUUU
CEMEIHOro aHamMHe3a, pe3ysibTarax MOJIEKYISIPHO-TEHETUUECKOTO UCCIEOBAHUS
[2]. CnonTannsiii mHeBMOTOpake (CII) Ha CEerogHsIIHUN JIeHb SBISETCS OJHUM
U3 JIMATHOCTHYECKUX KPHUTEPHEB BOBJICUYEHUS B CHCTEMHBIM MATOJOTHMYECKHIA
IpoLecc COeNMHUTENbHOM TKaHu. [Ipn Hanmuuu nepsuunoro CII, Hapsay ¢ uc-
KJIFOUEHHUEM JIPYTUX MPUYKH, HEOOXOAUMO OBITh HACTOPOKEHHBIM B OTHOILIECHUU
BBISIBIICHUS] CO€IMHUTEIIbHOTKAHHOM JUCIIIIa3UH, KAK MOHOTE€HHOTO, TaK U MYJlb-
tudaxkTopuanbHoro npoucxoxaeHus. [lo nureparypusiM nanubiM CIT BcTpeua-
ercs ¢ yactorod 12-28 cimyuaeB Ha 100 ThIC. YenoBeK cpeaud MykuuH U 2—6,0
Ha 100 ThIC. YeIOBEK Cpeau KEHIIUH (COOTHOIIECHHWE MYKUUH U KEHIIUH —
6—12:1). CII yame BO3HHKAET y MOJOJBIX MYKUUH B Bo3pacte oT 20 no 40 iner,
ACTEHUYECKOTO TEJIOCIOKEHHUS, KOTOPbIE HE YKa3bIBAIOT HA HAJIMYME B aHAMHE3E
OpOHXOJIETOYHOM maronoruu [3, 4].

Cnyuait u3 KiuHU4ecKkoll npaKkmuKu
[Tarmment C., 19 net, ooparuics 3a MmeauImHCcKon nomoiibio B I'Y3 «l'omenb-
cKast o0jacTHas KJIMHUYECKas OonbHUIA» B sHBape 2024 1. ¢ )kamobamu Ha 00u
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B IPABOM MMOJIOBUHE TPYAHON KJIETKH, OOILYIO CJIa00CTh, BEIPAKEHHYIO OZBILIKY,
NOSABJISIOILYIOCS MPU HE3HAYUTENbHOU (PU3MYecKor Harpyske. BpllieykazaHHbIe
Xasj00bl OTMeuanuch B TedeHue 10 qHel, BOSHUKIIN 0€3 BUMMBIX TPUYHH, J0 3TO-
0 332 MEIULMHCKOW IOMOIIbIO HE 00paIacs, apryMEHTUPYs TEM, UTO HAXOIUJICS
B IPYTOM ropojie Ha yue0e (SIBJIsIeTCs CTYIeHTOM Ie1aroruyeckoro By3a). Harmpas-
nen I'Y3 «l'omenbckas ropojickas KJIMHUYECKas: 00JbHUIA CKOPO MEAMIIMHCKON
noMomm» I. ['omens nmociie ocMOTpa BpauOM-TE€PAeBTOM IPUEMHOTO OTIEICHHUS
1 BBINIOJIHEHUS 0030pHON PEHTTeHOrpauu OPraHoB IPYIHOM KJIETKH, HA KOTOPOit
OBLJIO BBISIBJICHO CKOIUICHUE BO3/yXa B MPaBOH IIEBPAIBHON MOJOCTH.

U3 anammesza: B 2018 I. BBINOIHAJIACH BUACOACCOLIMUPOBAHHAS PE3EKIIMS
S1,2,3 neBoro serkoro no nosoay CII, siBrsironierocs ciieJICTBUEM pa3pbiBa OPOH-
XUAJbHOM KHCTBI BEpXHEW JOJM JIEBOTO JIETKOro. B Bo3pacte 6 ner mauueHry
BBICTaBJIEH JUArHo3 cuHapoma MapdaHa, IpOBOJUIOCH TEHETHUECKOE KOHCYJIb-
TUPOBAHUE C ycTaHOBIeHUEM MyTaluu B rene FBN 1. Oren mannenTa takxe crpa-
JAeT JaHHBIM cUHIpoMOoM. C IeTCTBa y NalueHTa ObUIO BBISIBICHO IByCTOPOHHEE
IPOAOIBHOE IUIOCKOCTOINHE, C TEYEHUEM BPEMEHHU JOCTHUruee 3 CT.; B BO3pacTe
7 NeT AMarHoCTUpPOBaHA MHOIHKSA, aCTUTMATU3M, MOJBBIBUX XpyCTajuka 000UX
ma3. B 11 net oGHapyxeH S-00pa3Hblil CKOIMO3 IPYyI0-NOICHUYHOIO OT/ENA M0~
3BOHOYHMKA, IPOrPECCUPYIOLIUHI 110 Mepe pocTa A0 3—4 CT., B Te4eHHe 3 JeT ObLIO0
PEKOMEHI0BaHO HollleHue kopceTa. Co OB MalKueHTa, OTMEYAET MOBBILIEHHYIO
UCTOILAEMOCTh U CHH)KEHUE TOJIEPAHTHOCTU K (PU3UUECKUM Harpy3kam, napecre-
3UM B KOHEYHOCTSIX, OOJIM B MBIIILAX U CYyCTaBaX, KOTOPbIE XapaKTEPU3YET «KaK
IPOCTPENBI AMEKTPUUECKOTO TOKA», HAPYILIEHUE XOJI0J0BOM YyBCTBUTEIBHOCTH,
1aOMIIBHOCTB ITyJIbCa M apTepuaIbHOro aasieHud. [lpu nenenanpaBieHHOM pac-
crpoce 00 OJBIIIKE OTMEYAET, YTO OJIBIIIKA BHE MM30/10B CIIOHTAHHOI'O ITHEBMO-
TOpaKca He OECTIOKOUT, MOXET MPEOJIONIETh 5 JIECTHUYHBIX MPOJIETOB 0€3 OTAbIXa
(0 6annoB no mkane onpiiku MMRC). B cpeaHeM u BbiciieM yuyeOHBIX 3aBejie-
HUSX ObLT OCBOOOXKJIEH OT 3aHATUN (PU3NUYECKOUN KyIbTYpO, TPU3HAH HETOAHBIM
K CIIy>KO€ B apMUHU.

ObvexkmusHblll cmamyc Ha MOMEHT MOCTYIUIEHHUS: COCTOSHUE CpEIHEH
creneHu TsokecTH. CoO3HaHHME SICHOE, MOJIOKEHHWE aKTHBHOE, OPUEHTHPOBAH B
OKpY>Karonieli 0OCTaHOBKE M COOCTBEHHOW JIMYHOCTU, KOTHUTHUBHOTO CHUXKE-
HUsl He oTMevaeTcsl. KoxHble MOKpoBbI OeIHO-pO30BbIe. B erkux Be3ukyssp-
HO€ JIbIXaHHE, 0CIa0JEeHO HAJl BCEM JIETOYHBIM I0JIEM clipaBa. YacToTa JIbIXaHHi
20 B muHyTy, carypauus 92%, npu noranuu 8 1 YBIaXXHEHHOTO KHCIOpOAA —
98%. Tousbl cepaua npuryiieHsl, putMudHbsie. YCC — 75 ya./muH. Aprepualib-
Hoe naBneHue 110/70 mm pt.cT. XKuBot msirkuii, 6e3005e3ueHnbiid. CTyin, nuypes
B HopMe. Ilepudepudeckux orexkoB HeT. [[allMEeHT aCTEHUYHOTO TEIOCIOKEHMUS,
MOHWKEHHOTO muTanus: Bec 65 kr, poct 190 cM, nunaekc maccel Tena — 18,01.
VY manueHTa OTMEUYaroTCs MPU3HAKU COCIMHUTEIIBHOTKAaHHOM aucIuiasuu. OneH-
Ka CHCTEMHOI'O BOBJICUYEHUS COEJUHUTENBHOW TKaHM CYMMAapHO COCTaBIISIET
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11 6amyioB: orMeuaeTcsi ckofimoTudeckas Aedopmanus no3BoHounuka (1 6amn),
BOpOHKOOOpa3Has (popma rpynHoi kinetku (1 6amr), mnockocronue (1 6amn), no-
JIOKUTENIbHBIA TIPU3HAK 3aMsCThsl U OOJbIIOrO mnasnbiia (3 Oaia), CIOHTaHHBIN
HEBMOTOpAakc (2 6ania), OTHOLIEHUE BEPXHEr0 CETMEHTA TeJla K HUKHEMY Cer-
MmeHTy <0,85 u pazmax pyk/poct >1,05 (1 6amn), muonus 5 nuontpuii (1 6amn),
npojiarnc MuTpaibHoro kianana (1 6amr). Mnmroctpanus ¢eHorvna manueHta
(TOMTMXOCTECHOMENHS;, apaXHONAKTWIH; nedopmainus KOCTe depena — THIIO-
TUTa3usl CKYJIOBBIX KOCTEW, Jonmxoredanusi, CKOIICHHbIE BHHU3 TJIa3HbBIE INEJH;
acUMMeETpHUYHAas TpyaHas KJIETKa ¢ BOPOHKOOOpa3HOU nedopmanuei, runepmo-
OWJILHOCTB CYCTaBOB) MpeJicTaBlieHa Ha PoTo (pUcyHOK 1). BIsiBIeHO U3MEHEeHHe
00beMa aKTUBHBIX U NMACCUBHBIX JBIKEHUH B CycTaBax — nepepasrudanue B JIOK-
TEBBIX CyCTaBax, OTpaHUYCHUE Pa3rHOaHus B KOJICHHBIX CyCTaBax.

Pucynok 1 — ®enorun nanuenta C. ¢ npu3HaKaMu CHCTEMHOTO BOBJICYCHUSI
COeIMHHUTEJIbHOM TKAHHU, YCTAHOBJEHHBIM MAarHo30M cuHapomMa Mapgana

locnuranmsupoBan ¢ guarHo3oM «bymnesnas smduzema S1-2 mpaBoro
aerkoro. HampsikeHHBIN CIOHTaHHBIN MHEBMOTOpakc cipaBa. Cunapom Map-
dana. Manbpie aHOManuu Pa3BUTHS CEpJAIA: TPOIANC MUTPAIBHOTO KIIalaHa
I ct. ¢ perypruranueit 1 ct., mponarnc TpUKyCOUAAJIbHOTO KilallaHa C Peryprura-
nuen 1-2 cr., aHoMaJIbHbIE XOP/IbI JIEBOTO kenmynouka. HO. BereraruBuas comaro-
dbopMHas mucHyHKIMS: HEUPOIUPKYIATOPHAS JUCTOHUS 110 CMEMIAHHOMY THITY
Ha PE3UIyaTbHO-OPTaHUYECKOM (THUIIOIUIA3Usl MPaBOd TeMHuchephl MOIKEUKA,
KHUCTa 3aJHe 4epermHO SMKH, peTpoliepeOesuisipHasl KUcTa), acCTeHO-HEBPOTH-
geckoM (ponax. Cocrostaue mocie pesekiuu S1, S2, S3 meBoro nerkoro (2018)».

Ha pentrenorpadun opraHoB TpyTHOW KJIETKH MPHU MOCTYIUICHUH (PUCY-
HOK 2) OTMEUYaeTCsl BBIPAKEHHAsI TIPABOCTOPOHHSST CKOTMOTHYECKas! aedhopma-
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1M, IPABOE JIETKOE CyOTOTaJIbHO KOMIPEMUPOBAHO BO3AYyXOM, B HUKHEMEIU-
aJbHBIX OTJEJaX CJIEBa yCWIEH JIETOYHONU PUCYHOK.

PucyHnok 2 - Pentrenorpadgusi opranoB rpyaiHoil KJIeTKH MalueHTa
¢ cunapomom Mapdana u CII

Ha snexrpokapaunorpamme (OKI') — mosnoxeHne aIeKTpUIECKON OCH cepala
BEPTUKAJIbHOE, HETOJIHAsI O0Kaja MpaBoil HOXKKM myuka ['uca, nuddysHsie us-
MEHEHHS B MHOKap/ie (PUCYHOK 3).

Pucynok 3 — OKI' nanuenTa ¢ cungpomom Mapdana

Jlabopamopnvie ananuzvl (0OIMNA aHAIU3 KPOBU, OOIIMA aHAIU3 MOYH,
OMOXMMHMYECKUM aHaIu3 KpoBU (OOIIMI OEOK, MOUYECBUHA, KpEaTHHUH, OWJIH-
pyoun, AJIT, ACT, mmoko3a), koaryjaorpamma) — 0e3 OTKJIOHEHUH OT HOPMBHI,
3a UCKJIFOUCHHEM TOBBIIICHUS OunupyOrHa (o0mmuit 64,3 MKMOJIB/JT CBSI3aHHBIN
29,7 MxMoIb/11, cBOOOAHBIN 34,6 MKMOJIB/JT), 110 TTIOBOAY KOTOPOTO paHee peKo-
MEHJIOBAJIOCh TEHETUUECKOE KOHCYJITUPOBaHUE Ha TTpeMeT Oome3nu JKunboepa.

U3 evinucnvix snuxpuzos 2021-2022 rr. (Y «l'omenbckas obaacTHast AeTcKas
KJIMHUYECKast OOJIBHUIAY): TIPHU BbINOMHEHUU Y 3U modek y nmanueHTa BhIsIBICHA
NaToJIOru4ecKas MOABUKHOCTh JEBOM MOYKH;, CYTOYHON MOHUTOPUHT apTepu-
aJbHOTO JIABJICHUS BBISIBUJI YCTOMYMBOE MOBBIIICHUE HOYHBIX IUGP TUACTOIU-
YECKOTO apTepHaibHOTO JaBlieHUs (kaTeropusi night-peaker): makcumasibHOE
AJl 144/84 mm pr.cT., cpeaHeaHeBHoe 123/77 MM PT.CT., CpPEIHEHOYHOE
121/85 MM pr1.cT. OpTOCTarnyeckas mpoda MPOJIEeMOHCTPUPOBAJIa U30BITOYHOE
BereTaruBHoe oOecrieyeHue (TaxuKapAUTUUECKUN THUIT), B KIIMHOCTa3e OTMeEva-
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nace Opagukapaus. Ilo naHHBIM KapauouHTEpBanorpaguu HaOIOAAIOCH Ipe-
oOnasaHve BaroTOHWHU, BEre€TaTUBHAs PEAKTUBHOCTh — TUIEpPCHUMIATHYECKasl.
JlanHble 3XOKapAuorpapuu: pUTM CUHYCOBBIM, TUAMETP a0PTAIBHOIO KianaHa
35,5 mM; B BocxosiieM otaene: 28,5 MMm; ayra aoptbl 22 MM, B HUCXOASIIEM
oraeine 15 MM, n1eBoe npeacepaue: nepeaHe-3agHun pasmep 23 MM, KOHEUHO-/IU-
ACTOJIMYECKUN pa3Mmep JIeBOro xenynouka 44 MM, KOHEYHO-CHUCTOJIUYECKHM
28,4 MM, JONOJHUTEIBHBIE XOPIBI JIEBOTO JKEIyNO4YKa; B M-pexxnme: KOHEU-
HO-CHUCTOJINYECKUI100BEM 87 MIT, KOHEUHO-CUCTOINYECKUi00beM 30,5 ML, ynapHbIii
o0beM 56,5 M, gpakuus BeiOpoca 65 Mi; B B-pexxume: TONIIKMHA MEXKeEIy-
JIOYKOBOM MEPEropojiku 9,6 MM, 3aJHEN CTEHKH 9,5 MM, MpaBOE€ MNpPEACEPAUE
31/34 mM, npBbIf kenyaodek 23 MM; Je(EeKTOB NEPEropoioK HET; aopTalb-
HBbII KiamaH — 0e3 0CoOeHHOCTEeH; MuTpaibHbI kiamaH — nuk E 0,6 m/c,
nuk A 0,41 m/c, peryprutanus 1 ct., nepenHsisi CTBOpKa npojadupyeT Ha 5,5 MM;
JIETOYHAs apTepHsi C TUAMETPOM CTBOJIA 22 MM, C HE3HAYUTEIBbHOM CTENEHBIO pe-
TYpPruTaluu; TPUKYCHUAAIbHBIN KllanaH — perypruranus 1—2 cT., HUKHAS nonas
BeHa BIOX/BbIIOX — 5/15 mM. Ilo nanHbIM peHTreHorpaduu rpyao-nosSsCHUYHOTO
OTJeJ1a TO3BOHOYHHUKA B 2 MPOEKLHUAX BBISIBICHA S-00pa3Hasi CKOJTMOTUYECKas Jie-
(opManys: NpaBOCTOPOHHSAS IPyAHAs 3 CT., JIEBOCTOPOHHSS IPYA0-TOSICHUYHAS
4 cr. Pentrenorpadus cron — npoioJibHOE IIOCKOCTONUE ¢ 00X CTOPOH 3 CT.
JlynnekcHoe uccienoBaHue OpaxuolnedaibHbIX apTepuil BBISBUJIO IMOIPaHUY-
HOE Cy)XEHHUE IpaBoil MO3BOHOYHOW aprepuu. Ha cnimporpaduu, BeIIOIHEHHOM
B 2022 1., ObLIM 3a(PUKCUPOBAHBI YMEPEHHBIE HAPYLIEHUS! BEHTUIIILIUOHHOM (yHK-
MU TI0 OOCTPYKTUBHOMY THITY.

[TauneHTy MpOBENEHO BHIEOACCOLMUPOBAHHOE TOPAKAJIbHOE BMELIATEIb-
CTBO: aHAaTOMMYeECKas pe3ekuus S1,2 mpaBoro JIErkoro ¢ TpaHCHEPUKapAUalb-
HBIM JOCTYIIOM, ITapueTaAJIbHAs IUIEBPIKTOMUS crpasa. B S1,2 npu oneparuBHOM
BMELIATEJIbCTBE BBISABICHA IPO3Jlb OyJl1 HA (POHE 3MPU3EMATO3HO U3MEHEHHOTO
nerkoro. [Ipu rcciieqoBaHMM TUCTOIOTMYECKOTO MaTepralia BblsiBJeHa Oyiie3Hast
sMm(puzema Jerkux, (uOpo3upOBaHUE CTEHKH IUIEBPHI C KPOBOU3IUSHUSMHU, MHO-
KECTBEHHBIE JTUCTEJIEKTa3bl JIETOYHOW TKaHU, (POKYCHl paCIIMPEHHs aJbBEOJ U
UCTOHYEHHUE AJIbBEOJISIPHBIX CENT, OPOHXO- U OPOHXUOJIOIKTA3bl, OYaru MTHEBMO-
CKJIEpO3a.

[TocneonepaMOHHBIN MTEPUO MPOTEKAT O€3 0COOEHHOCTEN U OCIO0KHEHUH.
Ha nocnenyronmx mnocieonepauuoHHbIX PEHTIE€HOrpaMMax OpraHOB TI'PYIHOMN
KJIETKH BO3/yXa B IUIEBPAJbHBIX MOJIOCTAX BbIABIECHO HE ObuU10. Cpok JeueHus
cocraBun 11 KoMKo-IHEN.

Buieoown

JlaHHBIA KIMHUYECKUN CIIy4aill WILTIOCTpUpYeET «kiaccuyeckuii CMy», ¢ xa-
pakTepHbIM HA0OpPOM CHUMITOMOB, COOTBETCTBYIOIIMX [E€HTCKMM KPHUTEpPUSIM
2010 r. /InarHo3 manMeHTy BBICTABJIEH €IIE€ B AETCTBE, IPOBEICHBI BCECTOPOHHEE
oOcnenoBanue, nucnancepusanus. K coxanenuto, Tak ObIBa€T HE BO BCEX CIIydasXx,
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uHoraa 601e3Hb 00HAPYKUBAETCA BIEPBbIE Y B3POCIBIX MAUEHTOB, HEPEIKO — ITPH
peanu3anuu QaraabHbIX OCIOKHEHUH, K IPUMEpPY, pa3pblBa aHEBPU3MbI IPYTHOIO
OTZI€Na a0pThl U Ap. BeaymuM OCiIO)KHEHHEM CO CTOPOHBI OPOHXOJETOYHOW CH-
CTEMBI y JAHHOIO NManueHTa spisercsa peuumausupyoomuid CII, mo mosoxy korto-
POr0 IPOBENEHO PAIUKAIBLHOEC XUPYPrUUECKOE JICUEHUE — PE3EKLMs 3 CETMEHTOB
JIEBOTO M 2 CETMEHTOB MPABOI0 JIETKOTO, YTO MO3BOJIAECT HAJEATHCA HA OTCYTCTBHUE
JanbHENIINX peuuanBoB. OIHAKO JEYEHNE TaKUX MALMEHTOB HE JIOJKHO OTPaHu-
YUBATHCS JICUEHUEM OCJIOKHEHUH, HEOOX0IUM MYJIBTHUANCUUIUIMHAPHBIN TOAX0A K
BE/ICHUIO IAaHHOM TPYIIITbI OOJIBHBIX M POBEICHUE MTOKU3HEHHBIX peaOUIUTAIIOH-
HBIX MEPOIIPUATHUH.

Pabora Beinmonnena npu noaaep:xxkke bPODU, Ne rocynapcTBeHHOM peru-
crpaunn 20241425 ot 08.07.2024.
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