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Pesome

HeiipombliieuHble 3a00J1€BaHUST HEPEIKO COMPSTKEHBI C LETbIM CTIIEKTPOM PECTTUPATOPHBIX OCJIOXHEHUH, TIPENCTABIISIONINX TSI Bpaueii-TyIbMO-
HOJIOTOB TPYIAHYIO TUArHOCTUYECKYIO U TeparieBTUYecKyto 3a1auy. Llenbto paboThl SIBUIOCh PACCMOTPEHHUE TIOAXOI0B K TOMCKY TeHETUYECKUX MPH-
YUH U OKA3aHMIO PECTIMPATOPHOI MOAAEPXKKYU MALIMEHTY ¢ HACIeNCTBEHHON MUOMATHEl Ha TIpUMepe KIMHUYECKOTO HAOMIONEHNUS 32 MyXKUMHOM,
y KoTtoporo HemaimHoBasi muonarust (HM) auarHoctupoBaHa B Bo3pacte crapuie S50 jiet. [1pencraBieHbl alropuT™Mbl TMarHOCTUKKU U JICUEHUS,
MO3BOJIMBLINE YCIEIHO KOHTPOJIMPOBATh COCTOSIHUE MalMeHTa B TeyeHue 4 jieT. [Ipu ceKBeHMpOBaHMU MOJHOIO 9K30Ma Y MalleHTa BbIsIBICHA
HM — penkast reHeTU4IeCKU IeTePMEHNPOBAHHAST TTATOIOTHSI CKeNeTHBIX MBI [Tpr HM K XX13HEYTpoKaloIiM COCTOSTHUSIM OTHOCHUTCSI CHHIPOM
npIxaresibHoM HepoctatouHocTH (JIH). TskecTb 1 0COOEHHOCTH KIIMHUYECKOTO TEUEHUS! 3HAUMMO Pa3IMyaroTcs B 3aBUCUMOCTU OT KOHKPETHBIX
mytaiuit. Tunuunoe reuenne HM xapakTtepusyeTcsi reHepali30BaHHOK MeIEHHO MPOrpeccupyolieil Mmuonarueii, a manudecrarms JJH Moxet
OBITh CIIPOBOLIMPOBAHA COITYTCTBYIOLIMMU 3a00sieBaHuSIMU. 3aKmodenne. OcoOeHHOCTH TeueHusT U noaxoasl K tepanuu JIH ipu HM usydeHbt
HenocTaTouHo. [1o TaHHBIM KITMHUYECKOTo HaOII0AeHUS TTOKa3aHO, YTO TOUHBII FeHeTUYEeCKUIi MarHO3 YyCTAaHOBJEH P CEKBEHUPOBAHUU ITOJIHO-
TO 9K30Ma, TIPU 3TOM OLIEHEHBI ITPOTHO3 U BKJIAJ COIMYTCTBYIOIIUX 3a00JeBaHUIl B KapTuHYy Oosie3Hu. [IpoBeneHne HEMHBA3MBHON BEHTIUISILIUT
JIETKUX CITOCOOCTBOBAIO KoMIleHcauuuy JIH v pa3peliieHno CMMITOMOB MPaBOXKeTyI0UYKOBOM CepAeYHOI HEI0CTATOYHOCTH.

KnroueBbie clioBa: HeMaTMHOBAsI MUOTIATHSI, TUTIEPKATTHUYECKAsl IbIXaTeIbHAsI HEIOCTATOUHOCTb, HEMHBA3UBHAS BEHTUJISILIMS JIETKUX, JIETOYHOE
cepiLe.

KondamkT uarepecoB. KoHOIMKT MHTEpECOB aBTOpaMU He 3asiBJICH.

®unancuposanue. VccnenoBanre MpoBOAMIOCH O€3 yUacTUsI CTIOHCOPOB.

Druyeckas skcnepru3a. CTaThs SIBISIETCS OMMCAHMEM KIMHUYECKOTO HAOIONEHUSI, TIPU 3TOM OOOPEHHUsT TUIECKOTO KOMUTETa He TPeOyeTCsI.
[1pu moctyruieHMn B CTAaMOHAp Mepes MPOBEACHUEM BCEX MCCIIENOBAHMII MAIIMEHT MOMAMUCHIBAT BCEe CTaHAAPTHbIE (hOpMbI TOOPOBOIBLHOTO
MHGOPMUPOBAHHOTO COTJIACUSI.
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Abstract

Neuromuscular diseases are often associated with a range of respiratory complications, presenting both diagnostic and therapeutic challenges for
pulmonologists. The aim of this article is to discuss search of genetic causes and means of respiratory support in case of a man who was diagnosed
with NM after 50 years of age. The selected diagnostic and treatment algorithms allowed for successful control of the patient’s condition for 4 years.
Whole exome sequencing identified nemaline myopathy (NM), a rare genetically-determined skeletal muscle pathology. Respiratory failure
syndrome is considered a life-threatening condition in NM. The severity and characteristics of the clinical course vary depending on the specific
mutations. The typical course of NM is characterized by generalized, slowly progressive myopathy, and the manifestation of respiratory failure may
be triggered by comorbidities. Conclusion. The course and management of respiratory failure in NM are poorly understood. Whole exome
sequencing made it possible to establish genetic diagnosis, evaluate prognosis and the contribution of comorbidities to the patient’s condition. Non-

invasive ventilation compensated the respiratory failure and resolved the symptoms of right ventricular heart failure.
Key words: nemaline myopathy; hypercapnic respiratory failure; noninvasive ventilation; right heart failure.
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HeiipombInieaHbie 3a601eBaHUST COTIPSKEHBI ¢ MHOTO-
YUCJCHHBIMU PECTIMPATOPHBIMU OCTOXKHEHUSIMU, BBI3BI-
BaIOIIMMU TUArHOCTUYECKUE U TepareBTUIECKUE 3aTPy/I-
HEHUS Y Bpayell-yJIbMOHOJIOTOB.

HemanunoBast Muonatust (HM) oTHOCUTCS K peaAKUM
dopmaM TTopaxkeHUsT MBIIIIEYHO CUCTEMBI 1 BCTpeUaeT-
cs ¢ yactoroit mpumMepHo 1 : 50 000 [1]. Tunuunags HM
COTIPOBOXIAETCSI TeHEPAIM30BAHHOM MBIIIIEUHOI C¢/1a00-
CTBIO, BCJICICTBYE KOTOPOU MAIIMEHTHI MOTYT UCITBHITHIBATh
TPYAHOCTHU C TIePEABIDKEHUEM, TIIoTaHeM (mucdarus),
camoobcnyxuBaHueM. [Tpu ¢puzukaaIbHOM OCMOTpE Clie-
JlyeT 00paTuTh BHUMaHUe Ha BhIIBICHUE Hedopmaiinii
CTOII, CKOJIN03a, KOHTPAKTyp CycCTaBOB. B Oojee Tske-
JIBIX CITyYasiX TTOPaKaroTCs peCTTMPATOPHBIC MBIIIIIIEI, YTO
SABJIFIETCH NPUYUHOW PA3BUTUA IbIXaTEJIbHOW HENOCTA-
touHocTtu (AH). B 3aBUCUMOCTHU OT CTENEHU TIKECTU
KJIMHWYECKUX TIPOSBICHUI 1 BOo3pacTa Havaya 3a0oJe-
BaHU 00JIe3Hb Ki1accuduuupyercs Ha 6 peHoTHIoB [2].
TsxecTh KMMHUUYECKUX nposiBiaeHuiit HM u mporpeccu-
pYIOIIMIA XapaKTep TeUEeHUs 3aBUCST OT TeHETUYECKOU
KOHCTPYKIIUH TTalleHTa W, BEPOSITHO, COITYTCTBYIOIIMNX
3a00JIeBaHUM.

Ha ceroaHsiiiHuii AeHb ONMMCaHbI 110 KpaliHe Mepe 12
TreHOB, MyTallMU B KOTOPBIX Bbi3biBaloT HM [2]. [laHHbIe
TeHBI KOOUPYIOT CTPYKTYPHBIE OSIKN CApKOMEPOB.

XapakTepHasi KapTUHa OTMeJaeTcsl IIpu OUOIICUu
y 6osibHbIX HM. JloJis1 KpacHBIX MBILIEUHBIX BOJIOKOH
yBeJIMYeHa, B HUX BUIHBI CKOTUIEHUST HEOOIBIITNX TOHKUX
MMaJI0YeK WUINM HUTEH, KOTOPbIC MACHTU(UIINPYIOTCS KaK
HeMaanHoBbIe Tenbla. TepmuH HM npoucxoaut ot rpe-
YecKoro cjioBa “nema” (HUTh), OMUCHIBAIOLLIETO (DOPMY
HeMaTuHOBBIX Tejiel] [3]. OnHako OGUOTCHS HE MOXET CITy-
KUTbH OMPEAENISIIONINM KPUTePUEM TUATHOCTUKU 3TOTO
3a00JIeBaHMsI, T. K. ONIMCaHbl almeHThl ¢ HM u otcyTeT-
BUEM HEMAaJMHOBBIX TeJiell [2]. DTO CBA3BIBAIOT C TUTIOM
U JIoKanu3alueir Mmyrtauuu. HampuMep, HeMaJlMHOBBIE
Teabla mpu MyTauusix C-KoHIIa HeOyJIMHA MOTYT OBITh
HE BUJIHBI, YTO 3aTPYAHAET IUArHOCTUKY.

BoabmmHcTBO ciyyaeB HM BO3HUKAIOT B pe3yibTa-
T€ MyTalllil B OMHOM U3 IBYX TeHOB — HeOyauHe (NEB)
unu ckeynetHoMm o-aktuHe-1 (ACTAI) [1, 2]. Myrauuu
B IpYTMX T'eHaX, CBI3aHHbIX ¢ HM, coCTaBsIIOT UILIb He-
OoubLIOoN TIpoLieHT ciay4vaeB [ 1, 2]. ba3a nanHbix Mexay-

HapOIHOTO KOHCOPIIMyMa HeMaIMHOBOM Muoriatu ( The
International Nemaline Myopathy Consortium Database)
COIEPXKUT ymoMuHaHUe o 6onee yeMm 500 maumeHTax
¢ IaHHOI matojoruei [2].

HecMmoTps Ha Tiporpecc B TOHMMaHUT MOJICKYJISIPHO-
TeHEeTUYECKHUX OCHOB 3TOT0 op(paHHOTO 3a00JIeBaHNS, Jie-
KapCTBEHHbBIE CPENCTBA /IS €0 Tepanuu He pa3padoTaHbl.
OpmHako ISl MPOTHO3MPOBAHUSI TeUeHUS 3a00JIeBaHUS
W CO3IaHUS JICYCOHOTO aITOPUTMA UPe3BBIYaifTHO BAXKHO
YCTaHOBJICHME TEHETUYECKOTO TMarHo3a.

Llenbio paboThl IBUIOCH PACCMOTPEHHME TTOIXOA0B
K TIOMCKY TeHETUIEeCKMX MPUYMH M OKa3aHUIO pecrpa-
TOPHOU TTOMICPXKKY TTaIlUeHTY ¢ HACIEICTBEHHON MHO-
MmaTueit Ha TIpUMepe KITMHUIECKOTO HAOII0IeHNS.

Knunuyeckoe HabniogeHue

[ManuenT 54 net HaxomuTcst oa HabmoneHueM ¢ 2018 T. o Ha-
crosiee BpeMms. edtor HM oTMeueH B MilaJieHU€CKOM BO3-
pacre.

B nexa6pe 2018 r. 601bHOI TOCTTUTATU3UPOBAH B ITyJIbMO-
HOJIOTMYecKoe oTnesieHue ['ocynrapcTBeHHOTO GI0MKETHOTO
YUpexIeHus 3npaBooxpaHeHust ropona Mocksbl «[oponckast
kanHuveckas 6onpHuia umenu [.J1.I1neTHeBa [denaprameHnra
3MpaBooxpaHeHus Topoga MOCKBBI ¢ XajobaMu Ha Mporpec-
cupyoonlyto oasiky. Onpiirka HabIoaaIach B TTIOKOE, YCU-
JIMBaJIach MpU (GU3NIECKOI Harpy3ke (3 Gara 1mo Mmoaudu-
LIMpOBaHHOM 1Kae onbliku (7The Modified Medical Research
Council Dyspnea Scale — mMRC) 1 B TOJIOXKEHUM JiexKa, TAaKXKe
06eCTTOKOWIN CUMMETPUYHBIE OTEKU CTOI U ToJieHel. BaxkHo
OTMETUTH, YTO MAIMEHT He MPEIbSIBISI Xajob Ha nucdaruio
U 3aTPyIHEHNE C OTKAUTMBaHUEeM MOKPOTHI. [1aneHT poxneH
OT OJM3KOPONCTBEHHOTO OpaKa U C IETCTBA CTPAAeT BSUTBIM
HUXXHUM Tapanape3oM, CXOXue CUMIITOMBI HaOIIoqaloTcs
Y POIHOTO MJIAMIIIeTo OpaTa.

[MamieHT MHOTOKPATHO MPOXOAUIT 00CIETOBAHMS Y HEBPO-
JIOTOB U TEHETUKOB JIJIST OTIpeNieIeHUs] TIPUYMHEI Tlaparapesa.
HccnenoBanbl 1 He OBUTM HAWIEHBI MyTalluU, OTBEYarOIIne
32 MOTOPHO-CEHCOPHBIE HEMPOTIaTUU C PEIIECCUBHBIM TUTIOM
HacnenoBanusg FGD4, SH3TC2, FIG4, GDAPI. He o6Ha-
pPYXeHBI nejeunu 7—8-1o 5k30HOB TeHa SMN 1. cKiTroueHbI
HEKOTOpbIe HACTIeNCTBEHHBIE (DOPMBI MBIIIIEYHOM AUCTPODUU:
CAPN3, DMD, EMD, SGCA, SGCB, SGCD, SGCG, TCAP,
FKRP, POMT1, ANOS, FKTN, ISPD, LMNA, CAV3, a Takxe
o6osne3nb Humana—ITuxa.
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3ametku u3 npaktuku « Clinical cases

HecMoTpst Ha ipoBeieHHOE TeHeTUYeCKOe MCClIeoBaHue,
chopMynpoBaTh KIMHUYECKUI U TEHETUYEeCKUI TUAarHO3bI
HE yIaBaJIOCh.

KauecTBo xX13HM pe3Ko NU3MEHWIOCH B sHBape 2015 1., Korna
B pe3yJabTaTe MaaeHUs C JECTHUIIHI MAIIUEHT TTOIYYMT KOM-
MpeccuoHHbIN nepesiom Th11—12, B ¢BSI3U ¢ YeM JUIUTEJIBHO
COOJTIONAI TTOCTENBbHBIN pexkuM. B aTOT mepron BO3ZHUK 311301
OIBIIIIKY ¥ KPATKOBPEMEHHOU IMOTePU CO3HAHUST, TTAITUEHT ObLIT
TOCTIMTATM3UPOBAH, €r0 COCTSIHIE PACLIEHEHO BpauyaMU Kak
TpoMO0aMO0Ms TerouHoit aprepun (THJIA). JlnarHo3 moarBep-
JKJIEH 0 MaHHBIM KoMmIbioTepHoi Tomorpaduu (KT) opranos
rpynHoit kietku (OI'K) ¢ koHTpacTupoBaHUEM.

B teuenne 2015—2016 Ir. mauydeHT TPYKABI, C KHTEPBAJIOM
MPUMEPHO 4 Mec., TOCTTUTATU3UPOBAJICS TI0 MECTY KUTEThCTBA
¢ nmarHo3oMm TOJIA, nnarHo3 noaTBepxxaancs mo gaHHbIM KT
OTI'K ¢ KOHTpacTUpOBaHUEM, TPVKIBI TTPOBOIUIICS CEIEKTUB-
HBIi1 TPOMOOJIM3KC, TIpy 3-ii rocruTanu3anuu (ceHTssops 2016 1.)
OCYIIIECTBIIEHA OaNTOHHAS AHTUOTIIACTHKA.

[Mo manHBIM MEOUITMHCKOI MOKYMEHTAIlUM, B CEHTIOpe
2016 1. cucToIMYecKoe AaBjlieHue B JIerodyHoi aprepuu (JIA)
coctaBysio 80 MM pT. CT. B cBsA3M ¢ coxpaHeHUEM U TIporpec-
CHUPOBaHMEM ONBIIKY B stHBape 2017 T. IUIsT UCKITIOUEHUST XPO-
HUYECKOI TTOCTPOMOO0IMOOIMUECKO JIETOUHOU TUTIEPTEH3UN
MAIMEHT TOCTIUTAIM3UPOBAH B YUIPEXKIEeHUE IKCTIEPTHOTO YPOB-
Hs1 — PeneparbHOE TOCYIaPCTBEHHOE OIOMKETHOE YIPEKICHIE
«HanuroHanbHBIIT MEAULIMHCKUIM UCCIENOBATEbCKU LIEHTP
rmMeHu akanemuka E.H.Meankuna» MuHucTepcTsa 31paBoox-
panenus Poccuiickoit @eneparuu. OmqHaKo 1O pe3ysibTaTaM aH-
ruomnyinbMoHorpacdun oocTpykivs JIA u ee BeTBeil HCKITIOUEHa,
MPY MTHBA3UBHOM KCCIIENOBAHUY TeMOINHAMUKY MAJIOTO KPYy-
ra KpoBoOOpaIeHnsI 3HAYMMOTO TIOBBILIIEHUST naBieHus B JIA
(cucronmmueckoe AaBieHre — 35 MM PT. CT., TUACTOTNIECKOE —
14 MM pT. CT., cpenHee — 21 MM PT. CT.) He BBIsIBJICHO. BHMMaHMe
aKIEHTUPOBAHO Ha pacHIMpeHuu mpaBoro xemymnouka (1K)
Y HapyLIeHUN eTO CUCTONNYecKon GyHKmu. PermauBupyto-
it xapaktep TOJIA o0y K IpoBeIeHUIO UCCIeTOBaHIIA
Ha TIpeIMeT HaclIenCTBeHHO Tpombodwmmuu. [To pesynbraram
TeHETUIEeCKOTO MCCIIeIOBAaHNS METOIOM TTIOIMMEPA3HON HIETTHOM
peaxiny BBISIBIEHO HECKOIBKO MOIMMOPGU3MOB, ITPENPaCTIO-
JIaralolrX K HapyIIeHUIO CBEPTHIBAEMOCTH KPOBU.

DdubdbpuHOTEH:

*  moauMopdu3M TeHOB CBepThIBaHUS — reTeposurora FGB

(-148 C->T) FGB (-455 G->A);

* HapyuweHus B (posatHOM uukie — rereposurora MTHFR

(1298 A>C), MTR (2756 A>G), MTRR (66 A>G);

* HapylIeHHWe arperaluny TPOMOOIIUTOB — MOJIUMOPDOUIM

GPI1BA (VNTR (A, B, C, D).

YpoBeHb TOMOIIUCTENHA — B HOPME.

Hasnaueno neuenuie BaphaprHOM.

[Mocne Bemucky u3 pedepeHc-1eHTpa o0lee COCTOSTHUE
TMalMeHTa MPOJOJIKATIO YXYIIIATCS: IPOTPECCUPOBATA OIBIII-
Ka, 3HAUMTEJbHO CHU3WIACH TOJIEPAHTHOCTD K (hU3NIECKON
Harpyske, HaOJI1anuch ¢iabocTb, ToaoBHble O0onu. [1o3xe
MPUCOETNHUIIUCH OTEKHU TOJICHEH.

[pu mocTyruieHNN B CTallMOHAP — COCTOSTHUE CPEIHEe TsI-
JKECTH, CO3HAHUE SICHOE, TTAIIMEeHT a0COTIOTHO aieKBaTeH, CIO-
cobeH K caMoobcmyxuBanmio. [1py ocMoTpe oTMevaics BSUTbIi
HIDKHUH Taparape3, CMHMMETPUIHBIE MSITKHE OTEKHU TOJIeHEe!
U CTOII, CTUTMBI TUCIMOPUOTEeHE3a — BBICOKOE TOTHUECKOe HEDO,
BBITSIHYTO€ TUTIOMUMUYHOE JTUII0, peTporHatusi. MHmekce Maccol
tenma — 22 xr / M. YacTora gpixanust — 20 B MMHYTY, JbIXaHKE
JKECTKOE, XPUITBI He BBICTYIITUBAINCH. YacToTa CepIeuHbIX CO-
KpaieHuii — 80 B MUHYTY, PUTM Cep/ilia TPaBUIbHBIN.

O6pamrana Ha ce6g BHUMaHUE TMITOKCEMUS, YCYTyOIs-
Io1asicsl B TOPU30HTATBLHOM TooxXkeHuU Tena. Carypanust
Kucnoponom Kposu (SpO,) Mo NaHHBIM MYJILCOKCUMETPUY

B TOJIOXEHUU culist — 84 %, B MOJOKEHUM Jieka — CHUXa-
sack Ha 10 % (10 74 %). [1pu ucciaenoBaHWU ra30B apTepu-
aJTHbHOM KPOBU U KMCIOTHO-OCHOBHOTO COCTOSTHUSI BBISIBIIEHA
XpOHUYECKas TUTIepKamHuieckas nekomrneHcuposantas JIH
(mapumnanbHoe maBaeHue kuciaopona (PaO,) B monoxenun
cunst — 42 MM pT. CT., TapIUaIbHOE NaBIEeHUE YIJIEKHUCIOTO
raza (PaCO,) — 74,2 mm pr. cT.). [1Ipn TOpu3OHTaIBHOM T10JT0-
JKEHUW TeJIa OTMEUEHO OTUETIIMBOE yCYTyOIeHre TUTTOKCEMUN
(pH —7,163; PaCO, — 75,3 mm pr. cT.; PaO, — 34,2 MM pT. CT.;
yposenb HCO, — 27,4 mmorb / ).

[pu onieHKe BeHTWISIIMOHHO- TN DY3MOHHOI CITOCOOHOCTU
JIETKX OOHAPY3KEHBI TSIKeNTble CMellIaHble PECTPUKTUBHBIE HApy-
LIeHNsT — BBIpaXkeHHOe CHIDKeHue M y3MOHHO CTOCOOHOCTI
JIETKUX TI0 MOHOOKCHIy yriepona (DL ), mponopunonanbHoe
AJTBBEOJISIPHOMY O0BEMY, UTO CBUIETELCTBYET O TIPEUMYIIECT-
BEHHO pecTpuKTUBHOM XapakTepe JH (tabmn. 1). OmHako peru-
CTPUPOBAJIOCH JIETKOE CHIKEHME yaeabHOM DL, uTo MOXeT
OTpaXaTh KaK COCYIUCTBIN KOMITOHEHT, TaK 1 KOJLIATIC JIETOUHOU
TKAHU BCJIENCTBYE CTA00CTH PECTTUPATOPHBIX MBITIIII.

Tabauua 1

Jlunamuxa noxazameaeil 600uniemusmozpagpuu

u uccaedosanus oughpy3uonnoli cnocobHocmu aezkux
3a 3,5 20o0a nab.arooenus

Table 1
Changes in bodiplethysmography and pulmonary diffusion
capacity parameters over 3.5 years of follow-up

Mokasatenb [lekabpb 2018 . ‘ Maprt 2022 r.
OXEN, n (%) 1,94 (52,5) 2,00 (55)
00B,, n (%) 1,40 (46,6) 1,43 (49)
00B, | ®XEN, % 72 62
XEN, n (%) 2,00 (52) 2,31(61)
OEN, n (%) 3,88 (64,4) 4,18 (69)
DL.O, M/ muH [ cm pr. cr. (%) 9,79 (38) 14,79 (58)
DL, /V, 3,15 (74) 4,22 (101)

Mpnmevarue: GKEN - dhopcuposaHas xyaHeHHas emkocTb nerkux; OOB, — obbem dopon-
pOBaHHOrO Bblfoxa 3a 1-10 cexyHay; XKEN - xu3HeHHas emkocTb nerkux; OEJ - obuwas
EMKOCTb nerkix; DL ., ~ Buddy3uoHHad CocoBHOCTb Merkyix Mo MOHOOKCHAY Yrmepora;

V, - arnbBeonapHsii 06bew.

ITo nanubiM KT OI'K ¢ KoHTpacTHpoBaHUEM 3HAUUTEIbHO-
ro KOJIaOMpOBaHUsI JISTOYHOM TKAaHHM He BBISIBICHO, HO OOHA-
pPYXeHbl HU3KOIUIOTHbIE HUTEBUIHbIE Ne(DEeKThl HATIOJHEHUSI,
paciieHeHHbIe PEHTT€HOJIOrOM KaK OpraHM30BaHHbIE U peKaHa-
JIN30BaHHbIE TPOMO03MOOJIBI (puc. 1).

Puc. 1. KomnbrotepHasi Tomorpamma rpyiHoii KJIeTKHU ¢ KOHTPacTUpoO-
BaHUEM

Figure 1. Computed tomography of the chest with contrast
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Puc. 2. Auruorpacdust JErOUHbIX apTepUit

Figure 2. Pulmonary artery angiography

B npouecce TMarHOCTUKM y MallM€HTa BBINIOJHEHA aH-
TUOITyIbMOHOTpadus, TI0 pe3yibTaTaM KOTOPOil Ha MOMEHT
o0ciieoBaHUs Hanuuusl oocTpykuuu JIA v ee BeTBeli He TO/I-
TBEPAUJIOCH: CTBOJ U BETBU JIA KOHTPACTUPOBAIUCH HA BCEM
TIPOTSKEHUU, KOHTYPBI POBHBIE, KOHTPACTPOBAHUE TOMOTEH -
Hoe (puc. 2). [Ipu3HaKoB apTepUOBEHO3HBIX IITYHTOB TAKXe
HE BBISIBJICHO.

Ilo pesynbraram sxoxkapauorpacdudeckoro (OxoKI') nccre-
TIOBaHUST OTMeUeHbI rurepTpodus u nunaranus [12K, Hapymre-
HUE TUaCcTOJINUeCKOi 1 cuctonmiyeckoit pyHakimu [12K Ha done
HOpMasIbHOTO naBieHus B JIA (ta6i. 2).

IIpu mpoBeneHuu 330¢aroracTpoayoaeHOCKONUN 00-
Hapy>XeHO BAapUKO3HOE pacllMpeHUE BEH HUXHEN TpeTu
nuueBona l-ii creneHu. B chlBOpoTKe KpOBU OTMeyYaach
He3HayuTeJbHasl OUIUPYyOUHEMUS, MOBBIIIEHUE YPOBHS
y-TmoTtamarTpaHcdepassl. [1o TaHHBIM yIBTPa3ByKOBOTO UC-
CJ1e0BaHMS OPIOIIHONM MOJOCTHU MeYeHb HE U3MEHEHA: KOHTYPbL
POBHbIE YETKUE, pPa3MePbl HE YBEJIUYEHbI, CTPYKTYpa MEJIKO-
3€pHUCTAsl, ONHOPOAHAS, COCYIUCTbIi PUCYHOK HE U3MEHEH.
BopotHas BeHa He pacmupena — 9—11 cM B quametpe.

Ilo naHHBIM CTUMYJISIIMOHHOI 3JIeKTpOHeipoMuoTpadun
HUXHUX KOHEYHOCTE OOHapy>XeHbl U3MEHEHUSI TEPBUYHO-

Tabauua 2
Pe3yavmamut 5xoxapouozpaguueckozo uccaedosanus
Table 2
Echocardiography results
I el (pe(bep::gxng::aueuue)
OBIX, % 63 (ot 60)
oY, % 33 % (2 30)
TAPSE, mm 16 (2 20)
CAJTA, MM pr. cT. 20-25 (Hopma)
CpepHee aaBneHue B 1A, MM pr. CT. 19
[lnacronnyeckoe AaBnexue B JIA, MM pT. CT. <10
Creon J1A, mm 32 (£30)

Mpumeyanne: ®BINK - dpakums BbiGpoca nesoro xenyaouka; Y — dpakuns yKopoueHus;
TAPSE (Tricuspid Annular Plane Systolic Excursion) — cuctonnyeckast 3Kckypcust B nnockocTv
TpYKycnaansHoro konbLia; CLLJIA - cuctonuyeckoe gaBneHve B nero4Hoi aptepuu; NA -
neroyHas aprepus.

MBbIIIeyHOTO TUTA. [ToBBIIIeHNsT ypOBHS KpeaTuH(hOCHOKIMHAZEI
He oTMeueHo (120 exn. / ).

Takum o6pa3oM, y marueHTa ¢ HeyTOYHeHHOI MUOTIaThe it
PETUCTPUPOBAIUCH TUTIEPKAITHUS C PA3BUTUEM PECTIPATOPHOTO
anumo3a, a CABUT Oy(epHBIX CUCTeM U HaKOIUJIeHWe OuKap-
OOHATOB CBUIETENCTBOBAIIM O XPOHUYECKOU CUTYallMU, YTO
OOBSICHSIET XOPOIIYIO afanTaluIo MalueHTa K HapyIeHusIM
razoobmeHa. Heo0xoauMo OTMETUTh pe3Koe yCyryOaeHue ru-
TMOKCeMUU B TOPU3OHTAILHOM TosIoXkeHuu. ClienyeT moquepK-
HYTb, 4TO y TIAlIMEHTa OOHAPYKUBATNCH HECOMHEHHBIE TIPU3HA-
KU TPaBOXETYIOUKOBOI ceprneuHoit HenoctatouHocT (CH).
C y4yeToM KpaifHe BHICOKOU BEPOSITHOCTU HACIEICTBEHHOTO
reHe3a MBIIIEYHON MaToJIOTUHU y NJAaHHOTO TAllMeHTa, aKIeHT
NMMAarHOCTUKY OBLT C/IeTaH Ha BBISIBJIEHUY T€HETUIeCKUX Hapy-
meHui. DKCTpeHHOe Ha3HAUYEHVE PEeCTTPATOPHON MOIEePKKU
OTIPEEIISIIIOCH TSKECThIO IbIXaTeIbHBIX HapymeHuid. [Ipupona
u matocdusnonorndeckue ocHoBbl JIH 1 CH momnexanu naib-
HelIeMy U3y9eHUIO U OOCYKIEHUIO.

Tenomunrii anamu3. KaptupoBanue npouteHuit Ha pede-
PEHCHYIO TOCTIeIOBaTeIbHOCTh TeHoMa uestoBeka (hgl9) mpo-
BOIUJIOCH Mpu nomouu anroputma BWA-MEM, kauectBo
WUCXOJHBIX TaHHBIX, BHIPABHUBAHUS, 000TAIIEHUs U TTOKPHI-
THS TIeJIEBBIX PETUOHOB MPOBEPSIIIOCH ¢ mmomotnbio FastQC,
BAMQC u NGSrich.

Jenynnukanus, peKaTuopoBKa U TMTOUCK HYKJIEOTUTHBIX
BapMaluii BEIMOJHSIINCH ¢ TTomolbio GATK4+ Strelka2, tio-
syaeHHbIil VCF-daiin o6pabaThIBaICcs ¢ ITOMOIIIBIO TIPOTPAMMBI
SnpSift (rmy6una rpourenus > 10) 1 aHHOTUPOBAJICS C IIOMO-
meio Snp Eff (ananu3 Bcex TpaHckpuntoB), ANNOVAR (ana-
3 yacrot ayieneir B EXAC, 1000G u ESP6500, anropurMbl
MpoBepKu pyHKUIMOHANbHON 3HaunMoctu SIFT, PolyPhen?,
MutationTaster, FATMM, CADD, DANN, M-CAP, REVEL),
6a3 manHbeIx AbSNP, ClinVar, HGMD Professional 2019.4, BRCA
Exchange.

Janusie NGS-cekBeHUPOBaHUS TTO3BOJIUIN TTOCTABUTH
TeHEeTUYECKUI U KIIMHUYeckuil nuarno3 — HM. Brieprie 00-
HapyXeHa U OTTMcaHa TOMO3UTOTHas MyTaiusi reHa NEB, xkonu-
pytoiero HeOynH, — NEB (¢.24317_24318insTT; p.L8106fs).
Hywmepanust mana mo msodopme 4, NM_001271208.1;
NP_001258137.1. lannast myTanusi paHee He Obljla OTTMCaHA.
OnHaKo AaTOTeHHOCTb MyTalluy — CIIBUT PAMKU CUYUTHIBAHUS
Ha C-KoHIIe 6eTKa — He BBI3bIBaeT COMHEeHU (puc. 3).
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3ametku u3 npaktuku « Clinical cases

Iband <> Zdisc
M1-M8  S1R1-S1R7 S22R1-S22R7  M163-M176 M177-M185 Titin NH, Puc. 3. Casur pamku
r CUUTHIBAHUS TeHA, KO-

NH, SerlSH3 NMPYIOLLErO HEOYINH
N-WASP Figure 3. Frame shift

; of the nebulin

Tmod Iﬂ Myopalladin encoding gene

CapZ

Cogur PamKmn CHUTbIBaHUA

HeOynuH — akTUH-CBSI3bIBAIOLIUI O€I0K, JTOKAIU3YyETCs
B TOHKOI HUTU CAPKOMEPOB B CKEJCTHBIX MBIIIIAX. DTOT M-
rantckuii 6es1ok (600—900 k/1a) cBsizbiBaeT 10 200 aKTHHOBBIX
MOHOMepoB. OH peryaupyeT IUIMHY TOHKUX HUTEW BO BpeMs
cOOPKM capKoMepa 1 aKTUH-MUO3MHOBbIE B3aUMOICHCTBHYSI, MH-
TUOUPYsT aKTUBHOCTD aleHO3MHTpU(OCchaTa3bl, 4yBCTBUTEILHOM
K Kanbluio [1]. [IBe MoJieKysibl HeOYIMHA BKJIIOUEHBI B KaXKIIYIO
TOHKYIO HUTb CKeJIETHOM MbIIILBI. C-KOHell HeOyInHa 3asKOpeH
B Z-IMCKe U B3auMoJIeicTByeT ¢ 6esikoM CapZ, MOKPbIBAIOIIUM
TOHKME (UIaMEHThI. 3aTeM HeOYJIMH pacipoCTPaHSIeTCsl BIOJb
TOHKOTO (prylaMeHTa K LeHTPY capkoMmepa. N-KoHell HeOy/Iu-
Ha JIOKaJIn3yeTcs: 0J1M3K0 K OCTPOKOHEUHOMY KOHILY TOHKOTO
¢unameHnra, ocrapisisgs cBoOoaHbIMU nocieanue 0,1—0,3 MkMm
TOHKOTO (hujlaMeHTa HeOynuHa (puc. 4) [4].

HaiinenHast MyTanust IpuxoauTcst Ha GyHKIIMOHAIbHBIIA
IIOMEH, OIpPEeIe/ISIOIMIA CBSI3bIBAHME HEOYIMHA ¢ TUTUHOM.
Mytaunu C-koHIla HeOyIMHa OOBIYHO BBI3BIBAIOT MO3IHIOI
nporpeccupyloiyio Gopmy muonatuu u arpodun. Ctpagaiot
MPEeUMYIIECTBEHHO IMPOKCUMAaJIbHBIE MBIIIIIIbI, BCTPEYAIOTCSI
nucTanbHble GopMbl. Muonatus HanboJjiee BhIpaXkeHa B MbIIII-
LIax JIMIIA ¥ IIIe, BepXHei YyacTu pyK 1 Hor. Takske mopaxaror-
Cs1 MBIIIILIbI, BOBJI€YEHHBIE B Ipollecc AbixaHus. OTMevaeTcst
TUITOTOHUSI, CHIDKEHME TIepUOCTaIbHbIX pediekcoB. MHorma
HabJII01aeTCsI CKOIMO3 M KOHTPAKTYPhI CYCTaBOB. Y IallMeH-
TOB OIpeAeJsSIeTCs] TUITUYHbBIA (EHOTUIT — BBITSIHYTOE I'UITO-
MUMMUYHOE JIUIIO, IMOJYOTKPHIThIM POT, apKooOpa3Hoe HEDO,
petporHatus [2, 5, 6].

A

Tponomopynuu

Capkomep

[Iporpeccupyet 3a60eBaHUE MEIIEHHO U K BbIpaXKeHHOM
WHBAIMIM3AIMY OOJbHBIX HE TPUBOANT. AKTUBHOCTh KpEeaTHH-
¢ochokrHa3bl He U3BMEHEHA WM TOBbIIIEHA HE3HAYNUTEIbHO.
[Ipu snekTpoMuorpaduu BeISIBISIETCS MUOTIAaTUUECKAs TPUAIa:
CHIZKEHWE aMILTUTY/Ibl U ITTUTEIbHOCTHU MOTEHIIMAIOB ACMCTBUS
NIBUTATEJIbHBIX €AUHUIL; KOJUYECTBO IBUTATEIbHBIX €INHUILI,
BOBJIEKAIOIIUXCS MPU MPOU3BOJIBHOM COKpAIlIeHUH, BO3pacTaerT.
HMHorna perucTpupyroTcs eNMHUYHbIe TTOTeHLIMAIbl (hUOpUII-
JISILIUA.

IMotepst pyHKLUMOHANBHOCTU C-TEepMUHABHOIO JOMEHA
HeOyJIMHA COIPOBOXKAaeTCs ocaadaeHeM (hyHKLMU quadparmbl
M HapyLIEHUSIMU AbIXaHus [6].

B cepaeuHoii Mpliilie HEOYJIMH OOHAPYXKMBAETCSl B He-
0O0JIBIIIOM KOJIMYECTBE, ITOITOMY €0 OTCYTCTBUE, KaK MPaBUJIo,
He MposBIIseTcs nopaxeHuem cepaua. OnHako A1 Mo3aHei
nporpeccupyloieit Gopmbl MuonaTuu 1 aTpoduu, o0ycaoB-
JieHHo#t myTauusiMu C-KoHIIa HeOyIMHa, BO3MOXHO pa3BUTHE
Kapauomuonatuu [7]. OnHakKo OCHOBHOI BKJIaJ B pa3BUTHE
npaBoxenynoukoBoit CH npu myTaiusix B reHe HeOyJIMHa BHO-
CHUT pa3BUTHUE JIerouHoro cepaua Ha one J1H [2].

[Ipeumy1iecTBO MOJTHOPK30MHOTO CEKBEHUPOBAHUST COCTOUT
B BOBMOXKHOCTHU M3yYUTh HAJIMUME T€HOB-MOIM(UKATOPOB (e-
HOTHUIMA, B JAHHOM CJIyyae — MbIIIEYHOI AUCTpODun.

Taxke y nauyeHTa oOHapyXeH ellle OAMH FeHeTUYeCKUi ie-
(hexT, CBA3aHHBII ¢ HapyllleHUeM (PYHKIIMOHUPOBAHMS MBILIIL —
mytauus reHa TORIA, xogupyoiero TopcuH A (c.613T>A,
p.F205I), het. TOR1A koaupyeT manepoHononooHyo AAA-

\

& TOHKMiA hunameHt

ToncTbin
¥ (unament it
1M T3

f COOH

e HebynuH

Tutun

).-u
,ue-

Puc. 4. HeGyuH B capkoMepe ckeseTHbIX MblLL ([4] ¢ MoaudukamsMm)

Figure 4. Nebulin in the skeletal muscle sarcomere (adapted from [4])
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Mokasarens (a exﬂg;: 2001 8) [eHb 2 [exb 4
pH 7,163 7,257 7,246
PaCO,, mm pr. cT. 75,3 55,5 52,8
Pa0,, mm pr. cT. 34,2 50,0 51,5

Tabauua 3
Jlunamuxa noxazame.eii 2a306 apmepuaivHoll Kposu
Table 3
Changes in arterial blood gas values
[eHb 8 ®espanb 2019 OxkTa6pb 2019 Mapr 2022
7,407 7,38 7,36 7,35
44,0 47 49 50
64,0 67,6 88,7 80

Mpumearie: pH - BoropoaHbIit nokasarens; PaCO, — napuyankHoe AasneHye yrmekicnoro raa; PaO, - napunanbHoe fasnenve Kvenopopa.

ATPa3y. BapraHT noBpexaaeT 3BOJTIOLMOHHO KOHCEPBATUBHYIO
ob6nacTb 6enka TopcuH A, UTO yKa3bIBaeT Ha €€ MaTOreHHOCTb.
MyTtupoBaHHbIii 6e10K TopcuH A HenmpaBUJIbHO JTOKAJIU3YETCS
B KJIETKaX 1 o0pa3yeT Tejblia BKIIOYEHUSI, a TAKXKe Hapyliaer
(byHKIIMIO SHAOIMIA3MaTUYECKOrO PpeTUKYIyMa. JlaHHast MyTa-
LIMST MOXKET UMETh ayTOCOMHO-IOMWHAHTHOE HacieaoBaHue [8].
B reTepo3uroTHOM COCTOSTHMM MYTALIMsl MOXET BHOCUTD BKJIaJ
B CIIACTUYECKUE COCTOSTHUSI.

Benenne nanpenra. HecMoTpst Ha moHMMaHUe MOJIEKYJISIp-
HBIX OCHOB JaHHOTO op(aHHOro 3a00IeBaHMs, HA CETOMHSIITHUI
JIeHb JieKapcTBa JJIsi KoppeKun aedekra oTcyTcTBY0T. [1o3-
TOMY IIPUHILIMIIBI BEIEHUS MALIMEHTa COOTBETCTBOBAIM OOIIIUM
PEKOMEHIALIMSIMM T10 BEICHUIO MAlIMEHTOB C HEMPOMBIILIEYHbBI -
MM 3a0oJjieBaHUsIMM. Hanudyue runepKamHuy mpyu HEMpOMBI-
IIeYHOM 3a00JIeBaHMU SIBJIIETCS TTOKa3aHUEeM K IPOBEICHUIO
pecniupaTopHoii noaaepxku [9]. Beidbop MeTonoB pecnupa-
TOPHOM MOJAEPXKKU OrPAaHUYEH HEMHBA3UBHOW BEHTUJISILIMEN
serkux (HWBJI) u nHBa3MBHOI ¢ HAJIOXXEHUEM TPaXeoCTOMBI,
T. K. B JAHHOM CJIy4ae JIbIXaTeJIbHble PACCTPOIMCTBA HOCST XPO-
HMYeCKUil xapakTep. OYeBUIHO, YTO MHBA3MBHAST BEHTUIISILIUST
JIETKUX U TPaXeoCTOMa acCOIMUPOBAHBI ¢ KPUTHUYECKUM CHU-
JKEHHMEM KayeCTBa XXU3HU. YUUThIBasI OTCYTCTBUE TIPOTUBOIIO-
kazaHuii K HUBJI (Takux Kak HapyleHre CO3HaHUsI, HaTu4Kue
GOoJIbIlEel TPOMYKIIMA MOKPOTHI M TPYTHOCTEM OTKAIILJTMBAHUSI,
acrmypaluii), HeCMOTPS Ha BbIpaXK€HHbIE HAPYIIEHUsT KUCIOT-
HO-OCHOBHOTI'O COCTOSIHMSI, MHUILIMMPOBaHa pecrupaTopHas
MOJIEPKKA B PEXKMME CO3MaHMSI IBYXYPOBHEBOT'O MOJIOKUTE b~
HOTO NaBJIeHUs B AbIXaTeJbHbIX NyTsIX (Bilevel Positive Airway
Pressure — BiPAP) [10]. ITo TsikecTr HapyleHUit ra3000MeHa
U BbhIpaxkeHHOCTH auuno3a HWBJI HauaTa B mepBbIe CyTKHU Tpe-
ObIBaHMS B CTAllMOHAPE, YTO HE MO3BOJIMJIO ITPOBECTH Y MALM-
€HTa MCCJIeOBaHMsI BO BpeMsl CHa.

Bentunsuus ocyuiectnisiachk B pexume BiPAP. TTono-
JKUTEJIbHOE MaBJIEHKE B IbIXaTeIbHBIX MYTAX HA BIOXEe — 22 CM
BOJI. CT.; Ha BbIIOXE — 6 CM BO. CT.; CKOPOCTh — 18 B MUHYTY;
WHCIIUPATOPHBIN TpUTrTep — 3; SKCIUPATOPHBIA TpUrrep — 2;
MUHMMaJIbHOE BpeMst Baoxa — 0,7 ¢; MaKCMMaibHOE BPeMsI BIIO-
xa — 1,0 c. Takxe mpoBoaMIach MEAMKAMEHTO3Hasl Teparusi; TO-
pacemun 10 mr, ariepeHoH 25 mr, amrutoaunux 10 mr, Bapdapun
5 Mr (MeXIyHapoaIHOEe HOpMaJIM30BaHHOE OTHOILIEHUEe — 2—3).

Ha ¢doHe npoBoauMoil Tepanuu rnokasatesiu ra3oB KpoBU
yIydivInch (tao. 3).

HeunBa3uBHast BEHTUJISLIMS JIETKUX ITPOIOJIXKAIACh aMOy-
JnaTopHo > 10 4 B CyTKH, TPEUMYILIECTBEHHO B HOUHOE BpeMsI.
Yepes 2 Mec. IeYeHUsI OTMEUEHO YydllIeHUe O0IIEro CoCTos -
HUS1, CHUXKeHue obliky (2 6amna mo mMRC), ncuesHoseHue
OTEKOB, YJIy4llleHHe CHa, YBeJIMYeHNe paboTOCIIOCOOHOCTH.
PaCO, coxpaHaAnoch Ha mpuemMIeMoM ypoBHe (47,0 MM pT. CT.);
yposeHb PaO, nosbicuiica ¢ 64 10 67,6 Mm pr. cT. [To JaHHBIM
HOYHOM MyJbCOKCUMETPUU MOKA3aHO, 4TO 96,8 % BpeMeHU
HouHoro cHa SpO, cocrasnsna 94—100 %; 2,5 % BpeMeHyn —
88—93 %. BxoKTI'-nokaszarenu pynkimu [TK namenunnucs: TTK

(anukanbHast no3uius) — 46—36 mm; TomHa [T2K — 9—5 mMMm;
CHUCTOJIMYECKast 9KCKYPCHS B IJIOCKOCTU TPUKYCITMIATBLHOIO
konbla (Tricuspid Annular Plane Systolic Excursion — TAPSE)
yBesmumiack ¢ 16 1o 22 mMm. bruoxumudeckue mokasarean QyHK-
LMK TTeYeHU HOPMAaJIM30BaIKCh.

Ewre yepe3 6 Mec. caMO4yBCTBUE MallMEHTa OCTaBaJOCh
XOPOILIUM, OTEKU He 0eCroKouJIn. BoIpaXkeHHOCTb OJBIIIKU
ymenbmmnace (1 6amn no mMRC). Yposenb PaCO, coxpansii-
Cs Ha TIpUeMJIEMOM YpoBHe — 49,0 MM pT. CT.; ypoBeHb PaO,
noBbicuiics 10 88,7; pH — 7,36. DxoKI'-mokasarean GyHKIMK
IT2K ynyyimvnuch (anvkaabHast mo3uiust — 31 MM; ToJIIIMHA
IT2K — o 5 mm; TAPSE yBenuuuiicst 1o 26 MMm).

[ManeHT BBICOKO MPUBEPKEH JIEYEHUIO, COOTI0AAaET PeKO-
meHpauuu. B mapre 2022 r. rocnuTaiM3upoBaH s OLIEHKU
NMHAMUKY, 32 BpeMsl HaOJIIOACHUST OTEUHbIA CUHIPOM HE pe-
LIMAMBUPOBAJ, cOXpaHsieTcsl HeOoblas runepkamntus (50 MM
pT. cT.), HopMokcemMust — 80 MM pT. cT. DxoKI -nokazarenu
coctosiHus TT2K:

* anukajbHas no3uuus — 30 Mm;
* ronuuHa [TXK — 10 5;
+ TAPSE — 20 mMm.

HMHTtepecHo, uTo 3a 3,5 roaa JedyeHUst OTMEUAIOCh yJIydllie-
HUe 00BEMHBIX U Mokasateneit DL, mpu hyHKIIMOHATbHOM
uccieaoBaHuu jierkux (cm. taos. 1). I[1pu moBropHOM npoBee-
HMHM 330(haroracTpoayo1eHOCKOIMMK BAPUKO3HOTO PACIIIMPEHUS
BEH IHUIIeBoIA He BbIsiBIeHO. [1py a1acToMeTpru TKaHU IeYeHr
ynpyroctb cootBeTcTBoBaia F1 no mkane METAVIR.

O6cyxaeHue

Takum 06pa3oM, BbISIBIEHA paHEE HE OMUCAHHAs MyTallUsl
reHa, kogupytorniero HeOymH NEB (¢.24317 24318insTT;
p.L8106fs). ITokasano, yto B passutue JIH ocHOBHOI
BKJIaJl BHOCUT HacyieacTBeHHass HM.
T'unepkanuuyeckas dopma JIH oTHOCUTCS K yucay
KU3HEYTPOXKAIOIINX CHHAPOMOB 1 BCTpeUyaeTcs TP Ie-
TepOreHHbIX 3a00JIeBaHUSIX, BKJIIOUAsl HE TOJILKO 00JIE3HU
JIbIXaTeJIbHOM CUCTEMBI, HO U HEMPOMBIILIEUHbIE MTATOJIO-
vy 1 00JIe3HU KapKaca rpyaHoi KieTku. ['unepkanHuye-
ckas JIH HabmogaeTcst Ha (hoHe TpaBM CIIMHbBI, CUHAPOMA
I'mitenna—bappe, MbIlIIeUHBIX TUCTPODUIL, CUHIPOMA
OXXUPEHUS -BEHTWISILUU. BakHbIN BKJIaa B pa3BUTUE TU-
MepKanHuM Mpy TEPMUHAJBbHBIX CTaAUsIX 3a00JeBaHUI
BHOCUT CUHIPOM YTOMJICHUSI TBIXaTeTbHBIX MBIIIILI.
BosBpaiasich K uctopuu 00JiIe3HU NalMeHTa, MOXHO
yTBEPKAaTh, YTO B (POPMUPOBAHUU TUTIEPKATTHUYECKOM
¢dopmbl JIH chirpanu pojb HECKOJIBKO MaTOreHeTHYe -
ckux MexaHnu3MoB. Manudecrauust JIH, onocpenoBanHas
OCHOBHBIM T€HETUYECKUM 3a00eBaHUEM, TTIPOU30IILIA
Ha (poHe TpaBMbl U KOMIPECCUM CITMHHOTO MO3Ta U IJIv -
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3ametku u3 npaktuku « Clinical cases

TeJbHOU MMMOOWIU3ALMU B TOPU30OHTATIbHOM IOJI0Xe-
HUM TeJla, a TakKe peluanBoB TOJIA.

lurmepkaIrHus y maneHTa BhI3BaHA TUITOBCHTUIIS -
LIMEl BCIGACTBUE CHIDKCHUSI CUJTBI ABIXaTeTbHBIX MBIIIIII.
[TaTTepH yacToro MOBepXHOCTHOTO AbIXaHUsI, MPUCYIITUI
MMOJOOHBIM MMAllMEHTaM, elile 0ojiee YyCyryoIsieT THIep-
KaITHUIO M3-3a YBEJIMUCHUSI CYMMapHOTO BKJIaa BEHTH -
JISILIAA «MEPTBOTO TIPOCTPaHCTBa». [ MIToKceMus Takke
00ycJ0oBIeHa 00111Ieli THTTOBEHTUJISILICH BCIeICTBUE YBe-
mnyennsa PaCO, 1 pelIMnpoOKHOrO CHUXEHUS allbBeO-
JIIPHOTO HAMIPSIKEHMST KUCTIOPOIa COTJIACHO YPaBHEHUIO
aJIbBEOJISIPHOTO Tra3a. Bo3MoXXHO, BKJIad B TUTIOKCEMUIO
BHOCSIT KOJUTaOMPOBaHUE TTAPEHXMMBbI JIETKUX BCJICACTBUE
OITOCPEIOBAHHOM MBIIIIIAMU PECTPUKIINN, U HAPYIIICHHE
BEHTWISIIUOHHO-TIep(GY3MOHHOTO COOTHOIICHUS B pe-
3ynbrate peuuarBoB TOJIA, a BEIpaskeHHOCTD TBIXaTe b~
HBIX PaCCTPOMCTB HapacTaeT, T. K. B TOPM30HTaJIbHOM
MTOJIOKEHUH paboTa nraparMel He 00JIeT9aeTcs BO3Ieii-
CTBYEM 3eMHOI1 rpaBuTanuu [9, 10].

JlocTaTOYHO peaKoi KIMHUYECKON CUTyalLleil sIBIsi-
€TCs HaJIM4Yue JIETOYHOIO CEPALIA B OTCYTCTBHE JIETOYHOM
rutiepreH3uu. [IpencTaBisieTcst, YTO MPABOXKETYIOUKO-
Bast CH cchopmupoBaiack Ha (hoHE pelIUIUBAPYIOLINX
TOJIA. B nanbneitmem TODJIA pa3pemmnach, JieroyHas
TUTIEPTEH3MsI perpeccupoBaa, oqHako (hyHKIMSI CKOM-
MMPOMETHPOBAHHOI'O HACJIeACTBeHHOI Muonatueit 1K
Ha (DOHE COXPAHSIIONIEIICS TUTIOKCEMUH U TUTICPKAITHUN
He BoccTaHOBWIACh. YayuiieHue pyHkimu [TK B pe3yinb-
tare muteabHoit HWUBJI o3HavaeT, 4To OCHOBHOI BKJIAL,
B nomnepxxkanre CH BHocuM HapyleHus ra3oooMeHa. Bo-
BJICUCHME TICYCHN U TTOpTaIbHASI TUTICPTEH3MsI, BEPOSITHO,
ObITM 00YCJIOBJIEHBI 3aCTOEM B OOJIBLIIIOM KPYTy KpOBOOOpa-
IIEHMST U OKa3aJriCh 00paTUMbIMU Ha (hOHE KOPPEKTHOM
Teparuy 1 TTOJTHOTO OTKa3a OT YITOTPEOJICHMST aJTKOTOJIS.

ComnocTaBisgsa TedeHUE 3a00IeBaHMUsS y MaUeHTA
C OIMyOJIMKOBAaHHBIMU HJAHHBIMM JIMTEPATYPHI, MOXKXHO
3aKJIIOYUTh, YTO B MPEICTABICHHOM Cllydyae OTMedaeTcs
TUITMYHOE TeYeHMe 0e3 3HAUMMOTO ITPOrPeCCUPOBAHMS
MMopakeHWsT MBI ¢ pa3ButeM JIH u mociaenyommm
¢dopMupoBaHUEeM JeroyHoro cepaia. I1o pesyabratam
MPOCMEKTUBHOTIO ucciaenoBaHust K.Amburgey mokasaHo,
YTO pecrupaTopHas moaaepkka morpedosanack 60 % ma-
LIUEHTOB, TIPUHSIBILIMM y4acThe B UccienoBanuu (n = 57).
Y 65 % nauuenron Haomonanock cHikeHre MXKEJL. Tpu
9TOM 3a 7 JIeT HaOJIIoAeHUST peclupaToOpHas MoAIepKKa
MOHAA00MIaCh TOJILKO 3 MallMeHTaM; HUKTO U3 yXKe TO0-
JIYYArOIINX PECITMPATOPHYIO TTOAIEePKKY He OB OT Hee
otiyueH [11].

B o63ope J. Laitila et al. [2] nogyepKuBaeTcs BaXKHOCTh
MOHUTOPUPOBAHUS PECTTUPATOPHON (PYHKIIMY TTalIeHTa
1 YKa3bIBaeTCs Ha TTOTEHIIMAIBHYIO BO3MOXKHOCTD JOCTa-
To4yHO ocTtporo nedtota JIH. Beaeacteue MemsieHHO Mpo-
TPECCUPYIOIIEN MBIILIEYHOM ITATOJOTUHX Yy MALIMEHTA ITPO-
JEMOHCTPUPOBAHBI JOJTOCPOUYHBIE 3(h(HEKTHI BOCCTAHOB-
JnieHus BeHTusiuu rocpeacrsom HMBJI. MHTepecHbIM
MpeacTaBiIsieTcsl (hakT YBEJIMICHMS JISTOYHBIX 00beMOB
u BoccraHossienust DL Ha done HUBJIL. Bepositho, nipu
HWBIJI runokceMust ¥ runepKarnHusi HUBEJIUPOBAIUCD,
CHU3WJICS BKJIAI YTOMJICHMSI IbIXaTeJIbHbBIX MBI, CH
pa3permiaach, B UTOTe YIAYYITMINCH (YHKIIMOHAIBHBIE
MOKa3aTe/Iu JbIXaTeJIbHON CUCTEMBI.

3aknioyeHue

B Hacrosiee BpeMsl IOMCK TeHOB-KaHIUIATOB, OTBET-
CTBEHHBIX 32 pa3BUTHE 3a00JIeBaHUIA, YaCTO OCYIIIECTB-
JISIETCS C MCTIOJIb30BaHUEM CTaHIAPTHBIX METOMIOB F€HO-
TunupoBaHusi. OQHAKO MU3-3a OTPULIATEIBHOTO 0TOOpa
MMOJTUMOPGU3MBI, BHI3BIBAIOIINE TSKEIIBIC 300 IeBaHMS,
B YaCTHOCTH peaKue 00JIE3HH, BCTPEUAIOTCS C MaJIO all-
JIeJIbHOM YaCcTOTOM 1 MOTYT OBITh HE UASHTU(DULIMPOBAHBI.
Kpome Toro, rpy cTaHAapTHOM TTOIXO0/IE HE BISIBIISIOTCS
MyTallii B TeHaX-MOAM(PUKATOPaX, CIIOCOOHBIX 3HAYN-
TEJbHO U3MEHSTH (PEHOTUITMYECKOE TIPOSBICHUE 3200~
JIEBaHMUSI.

CeKkBEHUPOBaHNE MOJHOTO 2K30Ma MO CPaBHEHUIO
C MOHOTECHHBIM aHAJIM30M JAeT BO3MOXHOCTh UICHTH -
¢duumpoBaTh MyTalluM B TeHAX, HE TTOABEPTIINXCS Te-
CTUPOBaHUIO paHee, BBUIY HETUITUYHOTO KIIMHUYECKOTO
nposienenus. Madbopmanus, moayyaemasi mpu aHaau3e
ITOJTHOTO 3K30Ma, MOJKHA CTAaTh YaCThIO TTOBCEIHEBHOM
KJIMHUYECKOM OIIEHKHM y MAllMEHTOB C MTOA03PCHUSIMU
Ha reHeTUYecKue 3a00J1eBaHUsI C HESICHBIM TMarHO30M.

C KJIMHMYECKOM TOYKM 3peHUST BaXKHO pacCMaTpUBaTh
BO3MOKHOCTb Pa3BUTHS BEHTWIILIMOHHOM JIH y matmeHToB
C HETIPOTPECCUPYIOIIUMM HEHPOMBIIIIEYHBIMK COCTOSTHUSI-
MM Ha (poHE MHTePKYpPEHTHbIX 3a00aeBaHuii. Heobxoaumo
TIPOSIBJISITE HACTOPOXKEHHOCTh B OTHOIIIEHUU YCYTYOJICHUS
JH 11py TOpM30HTAILHOM ITOJIOKEHUM Tejla U PETUCTPH-
POBATh ITOKA3aTe M Ta30BOI0 COCTaBa KPOBU B TTOJIOXKEHUH
cuad v Jiexa Ha criHe. [1pu 3ToM ocHOBOI BeieHMSI Maly-
€HTOB C XpOHWYeCKoi1 runepkamnHuyeckoit JIH Bciencteue
HelpoMmbllleuHbIX 3abo1eBaHuit ocraercs HWUBJI.
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