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TlepBiyHas MIMAPHAST TMCKUHE3NsT — PeIKAsk TeHEeTHYEeCKH JeTEPMUHUPOBAHHAS MATOJIOTHS, PHBOSINAS K PA3BUTHIO XPOHIMYECKOTO
BOCHAJIMTETLHOTO MOPAKEHNs PECIMPATOPHOI CHCTEMBI Y JIeTeii, HapymeHnio epTIIbHON (GYHKIMH y 0OJIBHBIX CTAPIIEro BO3pacTa.
3a0oJieBanme XapaKTePU3yeTCs AyTOCOMHO-PENECCHBHBIM THIIOM HACJIEIOBAHNS C BHIPAXKEHHOI TeHeTHYEeCKOi rereporeHHocToio. Ipen-
CTaBJIEHO K/IMHIYECKOEe HAOJII0/IeHHe NAIMEHTA — HOCUTEIS PEIKOi MyTAIMH, ONHCAHBI 0COOEHHOCTH JIAHHOTO CIyYasi.
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Primary ciliary dyskinesia is a rare genetically determined pathology leading to the development of chronic inflammatory lesions
of the respiratory system in children, impaired fertile function in older patients. The disease is characterized by an autosomal reces-
sive mode of inheritance with marked genetic heterogeneity. The article describes clinical observation of a patient — carrier of a rare
mutation and describes the features of this case.
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HepBH‘{HaH LWJIMapHasi IUCKUHE3UsI — pEeaKoe Ha-
CJICNICTBEHHOE 3aboJieBaHuE, BCTpeJaroIieecst
¢ yvacroroir 1:15 000—1:30 000 xuBopoxaeHHbIX [1]. B
€ro OCHOBE JICKUT TE€HETUUYECKU JIeTePMUHUPOBAHHBIN
TeeKT YABTPACTPYKTYPhl PECHUUEK SIUTENUS pecIpa-
TOPHOTO TpaKTa M aHAJOTMYHBIX UM CTPYKTYP (KTYTUKH
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CTIepMaTO30MI0B, BOPCUHBI (haIJIONMUEBBIX TpyO, 3TEH-
VMBI KeJTyI0YKOB MO3Ta U JIp.), MPUBOISAIININ K Hapy-
IIEHWIO WX JIBUTaTeNIbHON (yHKUMU. 3abojieBaHUEe Xa-
paKTepu3yeTcs MopaXkeHUeM BCeX OTAEJIOB IbIXaTeJIbHBIX
myTeil ¢ (popMUPOBAHUEM XPOHUYECKOTO BOCTIATIUTEIb-
HOTO TIpoliecca, HapylieHueM (GhepTUIBHOCTH Y TTallMeH-
TOB B3pOCJIOTO Bo3pacTa (becruionne, MperuMyIecCTBEHHO
MYKCKOE, 3KTOIMHMUYECKHUe OepeMEeHHOCTH Yy JKEHIIWH).
[MpubnusutensHo y 50% mauneHTOB ¢ TIEPBUYHON LIM-
JIMapHOW NMCKUHE3Wel oTMedaeTcsl oOpaTHOe pacro-
JIOXKeHUE BHYTPEHHMX OPTaHOB JIMOO W30JMPOBaHHAsI
nexkcrpokapausi  (cuHapom  KaprareHepa); Hepeako
WMEIOT MECTO pas3fINYHble BapMaHTBI TeTepoTakcuu [2].
Kak reHeTn4eckn meTepMUHHMPOBAHHAS TATOJOTHS, 3a-
GoJicBaHME XapaKTepHM3yeTCsl BBIPaXKEHHON TeHeTHYe-
CKOI TEeTepOreHHOCThIO: HapsIIy ¢ pacpoCTpaHEHHBIMU
MYTalMSIMKA Y TTAIIMEHTOB BBISIBIIIIOTCSI M O0Jiee peaKue
TeHeTUYeCKUe Ae(heKThI.

HecMmoTpst Ha SpKyro KIMHUYECKYIO KapTHHY, IMaTo-
JIOTUSI OCTAeTCs HEMOCTATOYHO W3BECTHOM IIMPOKOMY
Kpyry TIeIMaTpoB, UTO 3aTPYIHSIET e€e CBOEBPEMEHHYIO
JMUAarHOCTUKY W TIPUBOAMT K HEOOOCHOBAHHBIM XUPYpP-
TMYecKMM BMellaTeabcTBaM. B Hambonbieir creme-
HU 3TO KacaeTcs TMEepBUYHOM IMUIMAPHON TUCKUHE3UU
0e3 o0paTHOTrO pacroJIOKEHUsI BHYTPEHHUX OpPraHoOB.
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B xauecTBe mumIOCTpaliMy MPUBOAMM UCTOPUIO OOJIE3HU
HaOJII0IaBIIeTOCS HAMU MallUeHTa.

Pebenok M., MOCTOSIHHO MPOXMBAIOIINI B BHICOKO-
TOPHOM JarecTaHCKOM ceJie, TIOCTYITWII B Hallly KJIMHUKY
BIiEpBbIe B Bo3pacte 14 JeT.

W3 anamHe3a U3BEeCTHO, YTO PeOEHOK OT IepBOIt Oe-
PEeMEeHHOCTH, TIpoTeKaBllleii Ha (oHEe aHeMUM, TTHEB-
MOHUM y MaTepu, OT TIEPBBIX CBOEBPEMEHHBIX POIOB.
Macca Tena npu poxaennu 3600 r, qrHa 56 ¢M, OLIeHKa
no mkajge Anrap 7/8 6amioB. 3akpuyan cpasy, TpyJaHOE
BCKapMJIMBaHUE MOJIydas 10 9 Mec KU3HU.

Ponutenu He cocTosIT B KPOBHOM POJICTBE; Y TPOIOPO/I-
HOIA CECTPbI MO OTILOBCKOM JIMHUU paHee ObLT YCTAaHOBJIEH
JIMarHO3 TIEPBUYHON LIMJIMApHOM AUCKUHEe3uu (puc 1).

VYxe B ponMJIbHOM JIOM€ OTMeuajach CTOMKasl 3aJlo-
JKEHHOCTb HOCA, MOCTOSIHHBII KallleIb MOSIBUJICS C TISATH -
MeCsIYHOTO Bo3pacTa. PeOeHOK HEOTHOKpATHO JICUMIICS
B CTallMOHAPE TI0 MECTY XXUTEJIHCTBA 10 TTOBOIY OOCTPYK-
TUBHOTO OpOHXUTA, CpeAHero otura. BriepBbie B Bo3pa-
cre 4 neT HaxXoauJIcsl Ha 00CJIeIOBaHUM C TTIOA03PEHUEM
Ha BPOXIEHHBIN MOPOK Pa3BUTHUS JIETKUX, MO JaHHBIM
OPOHXOCKOIUY ObLT BBISIBJIEH JIEBOCTOPOHHUI THOWHBIM
SHAOOPOHXUT W TIPABOCTOPOHHUI KaTapaJlbHbI 3HI0-
OpOHXUT, TIpU OpoHXOrpauu — MelloTyaTble OPOHXO-
9KTa3bl B HUXKHEN J0JIe ClieBa U B CPeJHEH J0J1e crpaBa.
B 5 net mo Mecty XuTeabCTBa ObLJIa TPOBEJEHA PE3EKIINS
HVDKHEN JOJIU JIETKOTO CJIeBa, a B 6 JIET — pe3eKIUsT Cpe-
Helt nonu cripaBa. Tem He MeHee 3HAaUMMOM TOJIOXUTETb-
HOI JMHAMUKM HE OTMEYaJoCh: COXPAHSJICS TTOCTOSIH-
HBII BIAXXHBINA KallleJb ¢ THOMHOW MOKpOTO#, ¢ 11 jer
MPUCOENNMHMWIIACH OJIbIIIIKA MMPU HE3HAUYUTEJIbHON (hU3N-
YecKOl Harpyske, Mporpeccupyloiiee CHUXEeHUE cayxa,
COXPaHSIJIOCh CTOMKOE 3aTpyIHEHNE HOCOBOTO JIbIXaHMUSI.
B nocnenyromiem 2—3 paza B Toj1 JIeUWIJICS B CTallMOHAp-
HBIX YCJIOBMSIX C AMArHO30M: ITHEBMOHUSI, OPOHXUT, MO-
MUMMO 3TOTO, TIpM 000CTpeHUsIX 3—4 pasza B roj amoOyna-
TOPHO TTOJTy4asl aHTUOMOTUKU.

Ilpy mocrtyrmieHUM B Hally KJIWMHUKY COCTOSTHUE
pebeHKa TsKeJoe Mo OCHOBHOMY 3abojeBaHMio. Ka-
JIOOBI Ha TOCTOSIHHBIN KallleJib ¢ THOMHOW MOKpPOTOM,
OJIBIIIKY TIPU HEeOOJIbIION (pU3UUEeCKOi HAarpy3Ke, CTOM-
Ky 3aJI0OKEHHOCTb HOCa, CHMXXEHUE CJiyxa, 4acTble
obocTpeHus 3a00JieBaHUSI B BUJAE JUXOPAJKU, yCHUIIE-
HUS Kalljisl, HapacTaHUs OJABIIIKU. MaabunMK acTeHUY-
HOTO TEJOCIOXEeHMSI, TTOHUXXEHHOTO TUTaHUus (pocT
151 cm — 25-11 neHTUIBb), Macca 38 Kr (Huxe 3-To 1eH-
tuist). [Tpu ocmoTpe onpenensiiack Aedopmaiivs naib-
1IeB MO TUMY «bapabaHHBIX TMaJoyeK», HOTTEH IO TUITY
«4acoBBIX CTeKoJ». HocoBoe abixaHue 3HAYUTEIHHO
3aTPyIAHEHO, OTHessieMoe THOMHO-cau3ucroe. [pymaHas
KJeTKa yIUIolleHa B MepelHe-3aJHeM HalpaBieHUU;
BOPOHKOO0Opa3Ho nedopmuponBara. CmemaHHast OJbIII-
Ka B TIOKO€; YacToTa apixaHus 23—26 B MuHyTy. Kamrens
rpyOBIii, MaJONpPOAYKTUBHBINA, C THOWUHO-CIU3UCTOU
MoOKpoToil. Ham ierkumu 1epKyTopHO B BEPXHUX OT/IE-
JlaX OTMeYaJsiCsl TUMITAaHUT, B HUXKHUX OTHEeNax — Mpu-
TYTUJIEHUE TEePKYTOPHOTO 3BYKa; BBICIYIIMBAIUCH pac-
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Puc. 1. ®parmMeHT poaoc/ioBHOi namuenta M., 14 jer.

1V-3, IV-4 — nepBudHas HMIAAPHAS TUCKUHE3MS.

Fig. 1. Fragment of the pedigree of the patient M., 14 y.

IV-3, IV-4 — primary ciliary dyskinesia.

CesIHHbIE CyXMe M pa3HOKaJauOepHbIe BJaXXHBIE XPUTIHI,
MPEeVMYIIECTBEHHO B HIKHUX OTHENaX. [paHWIbI OT-
HOCHUTEJIbHOIM CepAeYHOI TYIOCTU CYXEHbI, CMEIIEHbI
BiieBO. TOHBI cep/ilia 3ByUHbIE, pUTMUYHbBIC, TAXUKAPIUST
(JacToTa cepmeyHBIX coKpamieHuit 116 ym B MUHYTY),
aKIIEeHT BTOPOTO TOHA HaJl IESTOYHOI apTepueii.

Ilo maHHBIM OLIEHKU IMapaMeTPOB BHEIIHETO JbIXa-
HUST — XuU3HeHHas emKocThb Jierkux (KEJT) 45%, dop-
CHpOBaHHasI XKU3HeHHast eMKOCTh Jerkux (P2KEJ) 41%,
00beM (DOPCUPOBAHHOTO BBIIOXAa 3a TMEPBYIO CEKYHIY
(O®B,) 44%, ocratounsblii 06beM erkux (OOJT) 292% —
WMEJUCh Pe3KO BbIpaXXEHHBIE CMeEIIaHHbIE HapyIIeHUS
C MpU3HAaKaMU 3HAYUTEIbHON HEPABHOMEPHOCTU BEHTU-
s, OOpaiano Ha ce0si BHUMaHUe pe3Koe CHUKEHUe
YPOBHSI Ha3aJbHOM (ppaKIMK BBIABIXaEMOTO OKCH/IA a30-
Tta: nNO=23,9 ppb (Hopma=100 1000 ppb).

Ha o0030pHOII peHTreHorpaMMe OpraHoB TpPYIHOM
KJIeTKe WMEJINCh TPU3HAKU TIePEHECEHHBIX OIepaTUB-
HBIX BMEIIATEIbCTB, JIETOUHBIN PUCYHOK 1e(OpMUPOBAH,
orpyoJieH, TIpaBblii KOpeHb paclIMpeH, YIUIOTHEeH, TeHb
ceplia CMelllgHa BJIeBO, Jyra 1o JIeBOMY KOHTYpY Crjia-
JKeHa, BepxylllKa 3a KyMnoJjioM mauadparMbl, Kyrnoj aua-
¢parMbl yeTKuii, CUHYC ciieBa — 3amnasH (puc. 2). Ha kom-
MbIOTEPHOI TOMOTpaMMe OPTraHOB TPYIHOI KJIETKH 00beM
JIEBOTO JIETKOTO YMEHBIIIEH, BO BCEX OCTABIIIMXCSI CETMEH-
Tax JIETKUX OIPENesstoTCsl MHOXECTBEHHbIE CMeIlIaHHbIe
OpPOHX03KTa3bl C HAJIMYMEM COJAEPXKUMOTO B ITPOCBETaX.
OrMeyaeTcsi HepaBHOMEPHOCTh TTHEBMAaTU3allMKi 3a CYeT
KJIalmaHHOTO MeXaHW3Ma, yMepeHHasl pemayKIIUsI COCYIU-
CTOTO pycja B 30HaX C TMOBBIIIEHHOW IMMHEBMAaTU3allUEH,
B 000X JIETKUX — MposiBIeHus: Aud¢y3HOro OpoHXHUTA,
CpenocTeHne CMeEIeHO BiIeBO (puc. 3).

PeHtreHorpadust mpuaaTouHbIX Ma3yx Hoca BhISIBUJIA
TOTaJbHOE CHMXXEHUE TTHEeBMAaTU3alii 00euX raiiMopo-
BbIX nasyx. JIOP-Bpauom nuarHOCTMPOBAH XPOHUYECKUIA
PUHOCUHYCUT, TBYCTOPOHHSISI KOHIYKTUBHAST TYTOYXOCTb
2-if CTEreHu, YTO TOATBEPXICHO TaHHBIMU TOHAJIbHOM
noporoBoii aynruomerpuu. [Ipu mMopdosornyeckom uc-
CJIeIOBAaHUK MOKPOTHI JISUKOIUTHI 10 35—50 B 110J1€ 3pe-
HUSI, eAUHUYHBIE DPUTPOLIMTHI; TP OAKTEPUOJOTHYE-
CKOM MCCJIEIOBAHUU MOKPOTHI — pOCT Streptococcus int.
10°KoE, gyBcTBUTENEH K a3UTPOMULIMHY, BAHKOMUITUHY,
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boeopad A.E. u coasm. Penkast mytaius rena CCNO y maliMeHTa ¢ epBUYHOI LIUIMAPHOM TUCKUHE3Uei

KJIMHIAMULIMHY, JIeBO(IOKCALUHY, JUHE30JIUIy, MeHU-
HWUIMHY, Ledenumy, ledoTakcumy, edTprakcoHy,
SPUTPOMUIIAHY.

ITo maHHBIM TTYJLCOKCUMETPUM B TIOKOE WMEJNCh
NpHU3HAKN yMepeHHo# runokcemun (Sa0, 93%). IMoka-
3aTeNIM KJIETOYHOTO U TyMOPaJIbHOTO UMMYHMTETa, (haro-
1IMTO3a B TIpenesiax A0JKHBIX 3HaUeHU. [{nackuHTecT —
OTpULIATEJIbHBIN. YPOBEHb XJIOPUIOB ITOTa — 42 MMOJIb/JI.

ITo pesynabsraTam MogHApKO3HOM JIeYeOHO-AMArHOCTH -
YeCKOM GPOHXOCKOITUN BBISIBJIEHBI TIPU3HAKU IBYCTOPOH-
Hero KarapaJibHO-THOMHOTO 3HI00poHxUTa 1—2-1i cremne-
HU, COCTOSIHME TIOCJIe Pe3eKLMW HUXKHEH IOJu JIEBOrO
U CpeHe J0JIM MPaBOTo JIETKOTO.

Ilpn npoeneHUn MOPGHOMETPUYECKOTO HCCIET0BA-
HUS IETOYHOTO OMoNTaTa CIM3UCTON OOOJOYKM TIOJOCTH
HOca C TIOMOIIBIO (ha30BO-KOHTPACTHONW MMKPOCKOIUN
M OIIEHKU TaTTepHa (DYHKIIMOHATBHOW aKTUBHOCTU Pec-
HUTYATOTO SMUTEIUST TIOJyYeHbI CJIEAYIOIINE Pe3YJIbTaThl:
npu 100-KpaTHOM yBEJTMYEHUW aKTUBHO JBVIKYIIIUECS peC-
HUWYKY BBISIBIEHBI He ObUTH, TIpU 400-KpaTHOM yBeJIMYeHUN
HaliZIeHBI TOJIBKO TPU KJIETKHU C TIOABVKHBIMUA PECHUUKAMU,
B 1IEJIOM TIPOLIEHT KJIETOK C TIOABVKHBIMU PECHUYKAMU CO-
craBnst MeHee 0,5% (B Hopme 90%); XapakTep OBVDKEHUST
PECHUYEK XaOTUYHBIN (B HOpME — YHIYIMPYIOIIMIA); Ja-
cToTa ABVKeHus pecHmdek 4,0—4,5 Tir (Hopma 6,5—8,0 Tix);
WHTEHCUBHOCTb UX ABMXEeHUST — 1 6ast (mpu HopMe OoJiee
3,5 6amna); B 99,5% 6MONTaTOB PECHUYKY B KPAeBBIX 30HAX
M Ha TIOBEPXHOCTH 3ImTeNns He nuddepeHIPOBANCE.
AHAJIOTMYHbIe M3MEHEHUsI BBISIBJIEHBI W TIpU MCCIIeNoBa-
HUU IIETOYHOTO OMOITaTa CJIM3NUCTON 000JIOYKM OPOHXOB:
MOJTHOLICHHOM IBUTATEIbHON aKTUBHOCTH HEe HAaOJTI01a10Ch

-

Puc. 2. Pentrenorpamma rpyanoii KjieTku namuenta M, 14 jer;
npsAMAast NPOEeKIMs.

CocTosHue mocJie pe3eKiun HIZKHEl 1011 ¢JieBa, CpeaHeii T0m
CrpaBa; KOPeHb CIPaBa PACIIMpPeH, YILIOTHEH, JIETOYHbI pUCY-
HOK AeopmupoBaH. Tenb cepaua cMeleHa BjieBo, Iyra o Je-
BOMY KOHTYpPY CIJIaKeHa, BePXYIIKa 3a KymoJiom auadgparmsi,
KynoJ auayparMbl YeTKHiA, CHHYC CJieBa — 3amasiH.

Fig. 2. Chest X-ray of the patient M., 14 y, fronthal position.
The condition after left lower and right middle lobes resection.
Radix pulmonis of the right lung is enlarged, compacted; irregu-
lar bronchovascular markings with deformation.; the cardiac
shadow is shifted to the left, the left sinus is blocked.

HU B OTHOM M3 UCCJIEJIOBAHHBIX 00Pa31oB (MCCIeI0BAHMS
MPOBOAMIA Hayd. COTp. JJabopaTOpuy OOIIE MaToJIoTuu
HUWKMH neaquarpum E.A. Pyxutikast).

Takum 00pa3oMm, Ha OCHOBAaHWM JaHHBIX aHAMHeE3a,
XapakTepa TedeHUs 3a00JeBaHUSI U Pe3yJIbTaTOB OOIIEeTro
U CTeIMaIbHOTO 00CIeI0OBaHMSI TIOCTABJICH IUarHo3: Tep-
BUYHas muiauapHas auckuHesust (Q 32.4): XpoHUYeCKuid
OpOHXUT; COCTOSIHME TOC/E Pe3eKIIMU HWXKHEN 10Ju Jie-
BOTO M CPeJHEN T0JIM MPaBOTo JIETKOTO; AbIXaTeIbHast He-
nocTatouHoCTh I1 crerneHu; XpoHMUYecKuii pPUHOCUHYCHT;
JIBYCTOPOHHSISI KOHAYKTUBHasI TyroyxocTh I ctenenu.

B otneneHuu pebGeHKy IMpoBoAMIach aHTUOAKTEpU-
ajibHasl Teparusi ¢ y4eTOM YyBCTBUTEJIBHOCTU (DJIOpPHI,
KMHe3uTepanust (Maccax TpyIHON KJIETKU + apeHaxk),
WHTAJSIIIMOHHAsT Tepanusi (OpOHXOJIMTUKU W OTXapKu-
BaloOILINE CPEJICTBA).

Tlpu BBITIMCKE AaHBl peKOMEHAAIlMM: HaOJtoaeHue
nenuaTpa, myabMoHosora, JIOP-Bpaua mo mecrty Xu-
TEJIbCTBA; Tepanusl B nepuod oO0OCTpeHUId 3a00JieBaHUS
C BKJIIOYEHMEM aHTUOaKTepUaJdbHBIX TPErapaToB IIH-
POKOTO CTIEKTpa AEHCTBUSI, OTXapKUBAIOIIUX U MYKOJIH-
TUYECKMX CPEJCTB; OPOHXOJUTHUYECKAs Teparusi, 1o To-
KazaHusM — JieyeOHasi OpoHxockomnusi. PekoMeHgoBaHa
npoduiakTruieckass BakunHaius [THeBMo-23 u exeros-
HO Mpeace30HHO — TpoTuB rputia. O0s3aTeIbHO pery-
napHoe TipoBeneHne JIOK, nprxaTebHOM T'MMHACTHUKH,
Maccaxa TpyJIHOM KIIETKH, TOCTYPaJbHOTO ApeHaxa, pe-
KOMEH/IOBAHO €XeTOIHOE CaHATOPHOE JICYEHMUE.

Ha ¢oHe BbIMOJHEHUS pEKOMEHIAIIUI B COCTOSTHUU
nanKreHTa 3a BpeMsl TTOCIEeyIoIIero HabIoIeH!sT OTMe-
yeHa OTYETJIMBAasl TOJIOKWTEIbHAs JUHAMHUKA: YMEHb-
IIWIach OJBIIIKA, 3HAYMTEJbHO CHM3WIACh 4YacToTa

Puc. 3. KoMnbloTepHas TOMOrpaMMa rpyAHO# KJIeTKH NAIUEHTa
M, 14 net; npsiMasi IPOEKIus.

CocrosiHe mocsie pe3eKMM HIDKHEH J0JM CJieBa, YMeHbIIEeHHe
00beMa JIEBOTO JIETKOro, JIETOYHbIl PHCYHOK JIEBOTO JIETKOIO Jie-
¢opmuposan, orpyoJieH, BO3IyIlHbIE OYJLTbI B IPMKOPHEBbIX OTIE-
JIax ¢ 00euX CTOPOH, MHOXKECTBEHHbIE CMELIAHHbIE OPOHXOIKTA3bI
C HAJIMYMEM COJIEPKIMOTO B IPOCBETAX, IPU3HAKN OPOHXHUTA.

Fig. 3. Computed tomogram of the chest of patient M, 14 y.
The condition after left lower lobe resection, reduction in the
volume of the left lung, the pulmonary pattern of the left lung
is deformed, roughened, air bullae in the root regions on both
sides, multiple mixed bronchiectasis with the presence of con-
tents in the lumens, signs of bronchitis.
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U TSKECTh 000CTPEHUI XPOHUYECKOTO OPOHXMTA W PU-
HOCHHYCHUTa, KOTOPbIE CTaj0 BO3MOXHO JIEYUTh aMOy-
JIATOPHO, YAYJIIWICS CyX. Pe6eHOK cMOT BO30OHOBUTH
o0yueHMe B IIKOJIE, CTajJ CHPABIAThCSI C HEOOIBITUMU
PETYASIPHBIMUA (PU3NIECKUMU HATPY3KaAMH.

KnuHnueckoe yiydllleHWe COCTOSTHUSI COTPOBOXKIA-
JIOCh TIOCTETIEHHBIM YIIy4YIIEHUEM JIETOYHON (DYHKIIMU.
IIpu moBTOpHOIT rocrurasu3aluu B Bo3pacte 17 Jer:
XKEJT — 70%, ®XKEJ — 72%, ogHAaKO COXpaHSUTUCH BbI-
paxkeHHble TIPU3HAKU OOCTPYKTMBHBIX HapyIICHUIA:
ODB, - 59%, OOJI — 190%. ITomumo 3TOTO, B AMHAMU-
K€ CTOKO CHUKEHHBIM ObLIT ypOBEHb HAa3aJIbHOTO OKCHUIA
azoTa (42 ppb), 4TO XapaKTepHO 151 TaHHOW MaTOJOTUU.
PeHTreHonornyecku B OMHAMUKE TakKKe COXPaHSIIUCH
MPU3HAKNA OOCTPYKTUBHOTO CUHAPOMA M Ie(hOPMUPYIO-
IIeTro OpOHXMTA.

C yueToM HaCJIeACTBEHHOTO XapaKTepa U HaJTUIus IO~
BTOPHBIX CJTy4aeB 3a00JIeBaHUS B CEMbeE MAIIUEHTY MTPOBE-
JIEHO TIOJTHOE CEeKBEHUpPOBaHKME 3K30Ma C IIeJIbI0 TTOMCKa
acCOLMMPOBAHHOM ¢ 3a00JIeBaHKEM MyTalluK (JTabopaTo-
pus «I[eHomen»). ITo pe3ysnbrataM MpoBEAEHHOTO UCClie-
JIOBaHWST y peOeHKa BbISIBJIeHA TOMO3UTOTHAs MyTallMst
B 1-M ak3oHe reHa CCNO (chr5:54529099C>CGGGCA,
1s753409639, rs587777498), npuBoAsIIas K CABUTY pam-
KA CUMTBHIBaHUSI, HauuHas ¢ 85-ro komoHa (p.Gly85fs,
NM _021147.4).

Takum o00pa3oM, 3aKIIOYWUTEIbHBIM KITMHUYECKUI
nuarHo3 nanuenTa: Q 32.4 IlepBuuHasa muanapHas Iuc-
kuHe3us, T 29 (OMIM: 615872): xpoHudeckuii 6poH-
XUT; COCTOSIHUE TOCJIe Pe3eKIIMNU HUXKHEW OJU JIEBOTO
JIETKOTO W CPeIHEN JOJIU TIPaBOTo JIETKOTO; TbIXaTeJIbHAast
HEIOCTATOYHOCTh |—2-i CTeneHW; XPOHWUYECKHI pU-
HOCHHYCUT, JIBYCTOPOHHSISI KOHIYKTHUBHAsl TYTOYXOCTh
I ctenenu.

0OO6cyxaeHue

IlepBuuHasi uMAMapHas JUCKUHE3UsI OTHOCHUTCS
K Tpymmne Huivonatuii — 0oyie3Hel, B OCHOBE KOTO-
PBIX JIEXKUT T€HETUYECKU NETEPMUHUPOBAHHBIN AedeKT
crpoeHMst pecHuuek [3, 4]. Kierku, umeromue npura-
TeJIbHbIE PECHUYKU WU aHAJIOTUYHbIE CTPYKTYPbI, OOHA-
PYXMBAIOTCSI BO MHOTUX CUCTEMAX OpraHU3Ma: PECHUUKU
YYACTBYIOT B MYKOIIMJIMAPHOM KJIMPEHCE, ABUXEHUU Ta-
MET, TIepeMeIllleHUN CTMHHO-MO3TOBOU XUAKOCTH, Hop-
MHUPOBAHUU JIEBOMPABOI aCUMMETPUU OPraHOB y MJe-
KOTMUTAIOIMX. JBUrarenbHas pecHUYKa MPEACTaBISIET
c000li BBICOKO-OPraHW30BAHHYIO OpTaHesuly, OCHOBHO
(byHKIIMOHAJIBHOM eNMHUILIEH KOTOPOIA SIBJISIETCS aKCOHE-
Ma, COCTOsIIIasl U3 LEHTPATbHON Mapbl MUKPOTPYOOUEK,
COEIMHEHHBIX 1IEHTPAJIbHBIM MOCTUKOM, U 9 mnepude-
pudeckux map (9+2). Iapsl (ny6seTsl) MUKPOTPYyOOUYEK
CBSI3aHbl MEXJy CO0OIl HEKCUHOBBIMU CBSI3KAMU, BHY-
TPEHHUMU U HAPYXXHbIMU JTUHEUHOBBIMU PYyYKaMu, a C
LIEHTPaJIbHON Mapoii — paavaibHbIMU cniuuaMu. Ciox-
Hast MopdoJsorus noapasymeBaeT 00JblI0e pazHOOOpa-
3U€ CTPYKTYPHBIX HapYLIEHUI, CIIOCOOHBIX MPUBOAUTH
J10O0 K HapyUIEHUIO NBUXEHUSsI, JIUOO K MOJTHON Hemo-

KJINMHUYECKUE CJTYHAU

JIBIKHOCTU PECHUYKH.
IMepBuuHast 1WIMapHas IUCKUHE3UST XapaKTepu-
3yeTCsl ayTOCOMHO-PEIIECCMBHBIM TUIIOM HacjeaoBa-
HUSI C BBIPAXXEHHOW TeHETUYECKOW TeTepOreHHOCTHIO.
Ha noprasie OMIM (Ne 244400) k HacTosiiieMy BpeMeHU
yKazaHo 0oJjiee 30 reHeTUYECKHUX JIOKYCOB, YU4aCTBYIOIINX
B peanu3alliyd 3TOro 3a00JeBaHUsl, OCYLIECTBISIIOIINX
KOHTPOJIb CTPYKTYphl U (DYHKUIUM Pa3TUIHBIX KOMITO-
HEHTOB aKCOHEMBI. BOJBIIMHCTBO M3BECTHBIX MYyTallWii
OTHOCSITCSI K HOHCEHC-MYTallsIM, MyTallUsIM CO CIBU-
TOM PaMKH CYUTBIBAHUS, MyTallAsIM, HAPYIIAOIIUM CaiiT
CIUTAafiCUHTa; MUCCEHC-MYTallud OOHApyKUBAIOTCS CYy-
IIECTBEHHO pexke. IMarHOCTUUECKN 3HAYMMBIM CUUTAIOT
BBISIBJIEHUE OMAJIeTbHOM TOMO3UTOTHOM WJIM KOMIIAYH/T
reTepo3UroTHON MyTaiuu. [lpm 3TOM MyTauuu 3aTpa-
TUBaIOT | TeH; AUTeHHbIe MyTallMU TIPU TIEPBUYHOMN 11~
JIMApHOW IUCKMHE3MM He omurcaHbl. Haubosee yacTo,
ot 15 no 60% cny4yaeB 3aboeBaHUsI, OOHAPYKUBAIOTCS
MyTallUM B Te€HaxX, KOHTPOJMPYIOIINX OCHOBHOI Oe10K
aKCOHEMBI — JIMHEWH, BXOASIIWI B COCTaB HAPYXHBIX
W BHYTPEHHUX IWHEMHOBBIX pPYy4YeK, OOECIEeUMBAIOIINX
MPOLECC ABVKEHUSI PECHUYKU; TOJTHOE WU YaCTUIHOE
WX OTCYTCTBUE MPUBOIUT K 3HAYMTETLHOMY CHUXKEHUIO
JIBUTATEIBHOM (DYHKIIUU WA TOJTHOM HETMOABMKHOCTU
pecanuku [5]. ITo muEenuto S. Davis 1 coaBT., 3a001eBa-
HUE Y MallMeHTOB, UMEIOIINX OMaJUTeIbHBIN TTaTOTeHHBIIA
BapuaHT B TeHaX, aCCOLIMUPOBAHHBIX C Je30praHu3aluei
MMKPOTPYyOOUEK B COUETAaHMM C Je(DEKTOM BHYTPEHHUX
JNMHEWHOBBIX PyUYeK, MPOTeKaeT ¢ 6osiee 3HAYMMbBIM CHH-
>KEHUEM JIeroOuHOl (yHKIMU, Oosiee BHICOKOW 4acTOTOM
BBISIBJICHUSI OPOHXOOKTa30B M OOJBIIMM OTCTaBaHUEM
B (PM3MYECKOM Pa3BUTHUU, YeM Y TALIMEHTOB, UMEIOIINX
OuajteTbHble MyTallMd B TeHaX, acCOIMUPOBAHHBIX
TOJIBKO C 1e(PEKTOM CTPYKTYPBI TMHEMHOBBIX pydeK.
BrisiBieHHass y HaOiogaeMoro Hamuy TallMeHTa
myTtauus (chr5:54529099C>CGGGCA, 15753409639,
1s587777498), pacnoioxkeHHas B 1-M s3k30He reHa CCNO
(uuxknuH O) ¥ TpUBOMIIAS K CIBUTY paMKKA CUMThIBA-
HUSI, OTHOCUTCS K PEIKUM MYyTallMsIM, Ha JOJTI0 KOTOPBIX
MpUXoauTCs MeHee 1% Bcex ciiydaeB TIEpBUYHON ITWITH-
apHOIl TUCKUHE3UUu. DTa MyTalus ObUla BriepBble OOHA-
pyxeHa B 2014 r. y maiiueHToOB ¢ MEPBUYHON UIUAPHON
NUCKMHE3Uuel 0e3 oO0paTHOTO pPacIiOOXEeHUsS BHYTPEH-
Hux opraHoB, Tun 29 (OMIM Ne615872) B roMo3uror-
HOI M KOMITayHA-reTepo3urotHoit popme [7]. Ten CCNO
koaupyeT UMKIMH O, 3KCMpeccupyeTcsl B alMKaJlbHOM
YaCTU LIUTOIIA3Mbl STUTETUATBHBIX PECHUTYATHIX KITe-
TOK. MyTalusl reHa MPUBOIUT K HApYIIEHUIO MUTPALIK
U1 aMIUTM(UKALIMU LIEHTPUOJIeH SMUTETNaTbHBIX KIETOK,
MPETSITCTBYS] O0Opa30BaHMIO [BHUTATEIBHBIX PECHUYEK.
J. Wallmeier u coaBT. OTMETUJIM Y HOCUTEJIEH JTaHHOI My-
TalWu, HApSAy C KIaCCUYECKUM KIMHUYECKUM CHMIITO-
MOKOMIIEKCOM 3a00JieBaHUsI, 3HAUUTEIbHOE CHIDKEHNE
O0IIIETO KOJIMYECTBA KJIETOK C PEeCHUYKaMU, BbIpa’kKeH-
HOe yrHeTeHHMe (PYHKUIMOHAJBHOW aKTUBHOCTU pPECHU-
YyeK B COYETAaHUM C COXpaHEHWEM HOpMajibHO# ep-
TWIBHOCTU y B3POCJBbIX. Y MPEaCTaBIIeHHOTO MallMeHTa,
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boeopad A.E. u coasm. Penkast mytaius rena CCNO y maliMeHTa ¢ epBUYHOI LIUIMAPHOM TUCKUHE3Uei

UMEIOIIEeT0 HOPMAJIbHYIO JlaTepain3alliio BHYTPEHHUX
OpraHos, Tpu MOPHOMETPUUECKOM HCCIICTOBAHUN TaK-
JK€ BBISIBJISITIOCH CYIIECTBEHHOE CHIKEHUE KOJMUYecTBa
KJIETOK, UMEIOIINX PECHUYKU, MPAKTUIYECKU OTCYTCTBO-
BaJla UX ABUTATe/IbHAsI aKTUBHOCTb.

OcHOBHO# (YHKIIMEH pecHUYEK pecrnupaTopHOi
CHCTEMBI SIBJISIETCSl OOecIieyeHrue aKTUBHOTO OUMIIICHMSI
IbIXaTeJIbHBIX TyTeil. HapyleHne MyKoIMaInapHOTO
KJIMpeHca TIPUBOIMUT K Pa3BUTUIO XPOHUYECKOTO BOC-
MaJIMTEJIBHOTO TPOIIecca, 3aXBaThIBAIOIIETO BCE YPOBHU
peCcMpaToOpHOro TpaKTa ¢ paHHe MaHuecTalueil CuM-
nromoB. [lepBble TposiBiieHUsT 3a0oJieBaHMST Y HaOJI0-
J1aeMOTO HaMH TaleHTa ObUTM OTMEUYEHBI YXKe ¢ Tieproaa
HOBOPOXJEHHOCTU B BUJE TMEPCUCTUPYIOIIETO PUHUTA.
IMoznHee B BocnanmuTEIbHBIN MPOLIECC ObLIN BOBJIEYEHBI
WU JIpyrue OTAENIbl PecnupaTOpHON CUCTEMBI ¢ (DOPMHU-
pOBaHMEM XPOHUYECKOTO PUHOCHHYCUTA, TYTOYXOCTH,
pa3BUTHEM XPOHUYECKOTO OpOHXUTA C paHHUM, K BO3-
pacty 4 net, hoopMupoBaHuEeM OpOHX03KTa30B. Yacrora
U TSKECTh 000CTpeHMIT OpPOHX0JIETOYHOTO TIpollecca, Ha-
nmaure MopGhOJIOTUYECKUX U3MEHEHU B JIETKUX JIBAXKIIbI
MOCHYXWJIM TPUIMHON XUPYPTUUECKOTO BMEIIATEb-
CTBa — CHayaja JIEeBOCTOPOHHEH, a 3aTeM — MpaBOCTO-
pPOHHEl JO00SKTOMUM, HE TIpUBEAIIeH K KIMHUYECKO-
My yaydmeHuto. K MoMmeHTy TiepBoil rocnuranu3aiu
B Hallly KJIMHUKY B Bo3pacTte 14 jiet, Hapsi1y ¢ COXpaHsIio-
IIUMCS TIOCTOSTHHBIM TIPOAYKTUBHBIM KallllIeM, 3aTpyil-
HEHMEM HOCOBOTO JIbIXaHUS, HAPYIIEHUEM CllyXa, OTMe-
4yajioch OTCTaBaHWE B (PU3MUECKOM Pa3BUTUM, TIPU3HAKU
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3aknovyeHue
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