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Pestome. Cmameos npedcmaesnsem coboii 0030p coepemennol Mupogoii AUmMmepamypbl, HOCEAUECHHOU CUHOPOMY
«MO03e — feekue — WUmosUuoHas jcene3a» y demeil. AGMopvl aKyueHMUPOBAIU 6HUMAHUE HA GONPOCAX IMUOA0-
2ull U 0COOEHHOCMSAX OHMOeHe3a 3AUHMePeCcO8aHHbIX 0PeanH08 npu Haiuvuu mymauuu 6 eene NKX2-1. Ocoboe
BHUMAHUE Y0eNeHO KAUHUYECKUM NPOABACHUAM U PAHHEl OUACHOCMUKEe CUHOPOMA Y HOBOPOJICOCHHbIX U Jemeil
panneeo so3pacma. [lpedcmaesnenvt cospemenHble 603MOICHOCU MEPANUL CUHOPOMA «<MO32 — JeeKUe — UUMO-

BUOHAS Jicene3a» U e20 N1e20UHbIX I’lpOﬂ@/IEHllle.

KiioueBble cioBa: demu; noeopoxcoennvie; NKX2-1; TTF-1; unmepcmuyuanshoie 3a601€6anus 1e2Kux; pe-
CRUPaMOPHbLIL dUCmpecc-CUHOPOM,; CUHOPOM «MO32 — AeeKue — WUMOBUOHAS Jiceae3a»; 0030p

BeeaeHue

CUHAPOM «MO3T — JIeTKHE — IIUTOBUIHAS Keje-
3a» — HACJEICTBEHHOE, ayTOCOMHO-IOMUHAHTHOE
3a00JieBaHME, KOTOpO€ OOBIYHO MaHU(ECTUpyeT B
JIETCKOM BO3pACTE C KJIMHUYECKUX TPOSBICHUN MU30-
JIMPOBAHHON A00POKAYECTBEHHOM HAaCJeICTBEHHO
XOPEU, BPOXKIEHHOIO TUIIOTUPEO3a U PECTTUPATOPHOTO
JTIUCTPECC-CUHIPOMA HOBOPOXKIEHHBIX.

JT1noAorug

[MprunHOIl pa3BUTUS CUHAPOMA <«MO3T — JIeT-
K1e — IIUTOBUIHAS KeJIe3a» SBIISIIOTCS MyTalluU B TEHE
NKX2-1 (ceMeiicTBO TOMEOZOMEHOBBIX), KOOUPYIO-
mem 6enok TTF-1 (thyroid transcription factor 1 — gak-
mop MPAHCKPUNYUU WUMOBUOHOI Jiceae3bl 1) N TOKaIH-
30BaHHOM Ha 14q13 xpomocome [1, 2].

DakTOp TPAHCKPUIILIMU IIUTOBUIHOW Xee3bl |
obecrieynMBaeT HOPMaJbHOE pAa3BUTUE IIIMTOBUAHOM
>KeJie3bl, TOJOBHOTO MO3Ta U JIETKHX.

Hauwunas ¢ 7-i1 Hegenu recrauuy NKX2-1 o6Hapy-
>KMBAeTCs B MPEIIeCTBEHHUKAX TUPOLIUTOB, T/I€ aKTH-
BUPYET TPOMOTOPHI TUPEOTTIO0YIMHA U TUPEOTIEPOKCH -

JIa3bl, CTUMYJIMPYET TPOIIECC TPAHCKPUTIIIUU T€HAMU
neHnpuHa [1—4]. Ha TpaHCTeHHBIX MOIEJSX MBIIIEH
ITOKa3aHa CIIOCOOHOCTb CTUMYJISIIIUM SKCIIPECCUU pe-
LIENITOPOB 1T TUPCOUACTUMYJIHMPYIOIIETO TOPMOHA
Ha MOBEPXHOCTU KJIETOK LIUTOBUAHOM XKE€JIe3bl TEHOM
NKX2-1. Kpome Toro, reH NKX2-1 urpaet orpoMHyI0
pOJIb B TOAAEPKAHUN YIIOPSIAOYCHHON apXUTEKTypPhl U
(YHKIIMM IIIUTOBUIHOMN Xejle3bl Y B3pOCbIX [ 1—4].

IIpu mpoBeneHUU 3KCIEPUMEHTAIbHBIX HCCAEH0-
BaHUIi y XXMBOTHBIX ¢ MyTalueil reHa NKX2-1 oOHa-
pyXHBajgach aHOMaJibHasl TPaeKTOPXs aKCOHOB Aoda-
MMHEPTrUYeCKUX HEHPOHOB CPEeAHEro Mo3ra Ha MyTH K
rnoJyiocaToMy Tejy. JlaHHble HEMPOHbI ObLIU HE B COCTO-
STHUM TIepefaTh CUTHAJI OT MEIWaIbHOTO BO3BBIIIEHUS
K T0JIOCATOMY Tely U Kope [1—4], 9To 00yCIIOBINBAJIO
KJIMHUYECKYIO KapTWHY 3abojeBaHus. B rojoBHOM
Mo3re NKX2-1 npencraBieH Takxke B HEMpPOHAX TMITO-
Tajamyca M y4acTBYeT B aKTHBAllMM WHTEPHEWPOHOB
1 MUTPALNU KJIETOK, (POPMUPYIONINX TTePEeAHNI MO3T
[4—6].

I'en NKX2-1 urpaetr BaxkHYI0 pojib U B IIpolecce
paHHero MopdoreHe3a Jerkux. Yxe ¢ 11-it Hemenu re-
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crauuu NKX2-1 crmiocoOCTBYET NMPOAYKLIMU CypdaKTaH-
Ta mHeBMoLuTamMu 11 mopsiaka, akTMUBUPYS 3KCIIPECCUI0
MPHK. NKX2-1 oTBeTCTBEHEH 3a MPOAYKIINIO OEJIKOB
cypdaktanrta (SFTPA, SFTPB, SFTPC, SFTPD) [1]. B
HCCJIeOBAHUSX MOCIEIHMX JIET MOKa3aHO, YTO MPOBOC-
nauteabHbll TUTOKUH TNF-oo mHrubupyer ypoBHU
oenka TTF-1 B xierkax H441 u mepBUYHBIX ajibBEO-
JapHbix Tunax Il u aktuBanuio npomoropa TTF-1 k-
3oreHHbIMU Spl 1 TTF-1 6e3 n3aMeHeHust X ypoBHEN,
YTO yKa3bIBae€T HA MTHTMOUPOBAHWE TPAHCKPUTTIIMOHHOMN
aKTUBHOCTHU 3THX OEJIKOB, a TAKKE TTOBBIIIACT TPCOHWH
B nHeBMouMTax Il mopsinka. Takum oOpa3zoM, akTHBa-
g TNF-o mpu BocnaauTeNbHON pPeakiMyM B JIETKUX
CHIKaeT nponaykiuio cypgakranrta yepe3d TTF-1, uto
0COOCHHO SIPKO KJIMHUYECKU BBbIPAXKaeTCsl IPU PecIiu-
PaTOPHOM IUCTPECC-CUHAPOME HOBOPOXIEHHBIX, 00y~
clioBiieHHOM MyTanuein NKX2-1 [1].

SnnaeMnoAorus

CUHAPOM «MO3T — JIETKHE — IITUTOBUIHAS XKeIe3a»
B 38 % ciyyaeB MMeeT JOMUHAHTHBIA TUII HACJIEI0-
BaHMSI, aCCOLIMMPOBAHHBIN ¢ MyTaumeil reHa NKX2-1
[8]. Mytauuu de novo Bo3HUKaor B 62 % ciydaes. s
JAHHOTO CHHApPOMA XapaKTePHbI AEJCLUU BCEro reHa
NKX2-1, myrauuy ciBura paMKM CYUTHIBaHUS (MH-
CcepUMM, BHYTPUICHHbIC AeJIELIM1), HOHCEHC-MYTalluu
U MUCCEHC-MyTaluu. TsoKeCTh KITMHUYECKUX ITPOSIBIIC-
HUIA IPY TaHHOM ITaTOJIOIMU CBsI3aHa C TUIIOM MyTalluu
reHa NKX2-1, pasMepom Aeleuuy WK K€ HaTuuueM
MyTauuu B (yHKIIMOHaJbHOM AoMmeHe. Haubonee ya-
CTO BCTpeYaloTCs IeJIeINM, TIPUBOAIIINE K YKOpOUe-
HUIO IJIMHBI OejKka. MucceHc-MyTauuy acCOUMMUpOBa-
HbI ¢ 00Jiee JIETKUM TeueHreM 3a00j1eBanus [1—6].

XOTSl Ha3BaHUE CHUHApPOMa OOO3HAYaeT KOMOU-
HALIMIO TIOPaXXEHUSI TOJIOBHOTO MO3Ta, ITUTOBHIHON
JKeJie3bl U JIeTKux, ToJbKO 50 % 0GO0bHBIX UMEIOT I10-
paxeHue Bcex Tpex opraHoB. Y 30 % 3aumHTepecoBaHbI
TOJIOBHOM MO3T U IIIMTOBUIHAS Xejie3a, a'y 10 % nopa-
>katorcest Mo3r u Jierkue. Y 10—20 % 0obHbIX KJIMHUKA
3a00JIeBaHMS pea3yeTcsl TOJIbKO B IIOPaXKeHUU MO3ra,
TakKue CIydyad Ha3bIBalOT M30JMPOBAHHOI H10OpoKaue-
CTBEHHOI HACJIEICTBEHHOM XOPEEH.

KAnHU4eckue nposiBAeHUs

XapaKTepHBbIe KIMHUYECKHE TIPOSBICHUS CUHIPO-
Ma «MO3T — JIETKHE — IIUTOBUIHAS XKeJie3a» IpeaCcTaB-
JIEHHBI B Ta0I. 1.

VYcranosneHno, yto reH NKX2-1 wurpaer BaxHyio
poJb B Mpolecce paHHero MopdoreHesa Jierkux. B
9KCIIEPUMEHTAX Ha MBbIIIAX C HYJIEBOW MyTallMEW reHa
NKX2-106b11 3aperucTpupoBaHbl JJerOUHbIE Ae(PEKTHI,
BKJIIOYAIOIIME B ce0s1 aHOMAJIbHYIO aJIbBEOJISIpU3ALIUIO,
JIOKaJIbHOE YTOJIICHUE aIbBEOJISIPHBIX MEPEropoaoK,
runeprpoduio anbBeosonutoB Il ThMma m cHUXXKeHUe
cuHTe3a cypdakranTa [8]. ¥V 10 % nereit n1e6GloT CUH-
JIpOMa «MO3T — JIeTKMEe — IIIMTOBUIHAS JKeJie3a» Tpo-
SIBJISIETCSI  PECIMPATOPHBIM  IMCTPECC-CUHIPOMOM
HOBOPOXIeHHEIX [9, 10]. Penkum TiposBiacHMEM CHH-
JpoMa OBLIIO MHTEPCTUIIMATLHOE 3a001€BAaHNE JIETKUX.
Haubonee nerkast Manucecranus 3a6071eBaHUS TPOSTB-

JIsU1ach PeUMAMBUPYIOIIMMU MHGEeKUUSIMU. BoisgBieHa
accoLMalus CUHAPOMA «MO3I — JISTKME — LIUTOBUI-
Hasl Kejie3a» ¢ pa3BUTUEM paka Jerkux [1, 16].

Jlobpoxkauecmeennas HacaedcmeeHHast Xxopesi SIBJIsI-
eTcs HauboJjiee pacnpocTpaHEeHHON MaHudecTauuein
CUHApOMA «MO3T — JIeTKMEe — IIMTOBMIHAS XKejle3a» C
yactoTtoii Bctpeyaemoctu 0,2 : 1 000 000 yenoBek. Knu-
HUKa XOpeU OOBIYHO IOSIBJSIETCSI B BO3pacTe OMHOIO
roja, OIHAKO NeOIOT MOXET BapbUpOBaTh OT PaHHETO
Bo3pacTa o nepuona nydeptata [11]. MplmeyHas ru-
TTOTOHUSI, XOPENIECKUE TUTIEPKUHE3bl U aTaKCUsS CUM-
TaloTCsI HanboJiee YacTHIMU CUMIITOMAaMU 3a00JIeBaHNS.
Xopeuueckue eunepkure3zbl OOBIYHO T€HEPATN30BaHHbIE
1 XapaKTepU3YIOTCs OeCTIOPSIIOYHBIMI, OTPBIBUCTHIMU,
HepeTYIIPHBIMA ABIDKCHUSIMU JIMIIA, TYJIOBUINA W KO-
HEYHOCTEl, 00Jiee BEHICOKMMU M0 aMIUIUTYIC M MHTCH-
CUBHOCTH, YeM HOPMAaJIbHbIE MUMMYECKIE TBYKCHUS 1
KecTbl. HOIIa BO3HUKAIOT amemo3bi — HETIPOU3BOJIb-
HbI€ MeJIJICHHbIE CTEPEOTUITHBIC, BHIYYPHbBIC ABUKCHUS
HEOOJIBIIIOr0 pa3Maxa B IUCTAIbHBIX OTAeIaX KOHEUHO-
CTeli, KOTOpPbIe MOTYT pacIPOCTPAHSITLCS U HA ITPOKCHU -
MaJIbHbI€ OT/AEJIbl KOHEUHOCTEM, a TAKXKe MBILIILIbI TOJI0-
BBI, SI3bIKa W JIMLIA (BBITSITMBaHUE I'y0, epeKalliBaHue
pTa, rpUMacHUYaHbE).

Moryt HabmOaThCSl HapylIeHUWE KOOPAMHALIMU
JNBUXKEHUS (aTakcus), BHE3aITHOE KOPOTKOE, TOJYKO-
00pa3Hoe B3IparnBaHUe OTAETbHBIX MBIIIIL WJIA TPYTIIT
MBIIIIL TYJOBUIA U KOHEYHOCTEH (MMOKJIOHYC), KO-
TOpBIC MIPUBOAAT K AUCTOHNU. HapyieHns aBIKeHUS
OOBIYHO HAUMHAIOTCS C OXHOTO Toma (BO3MOXKHBI B
IPYIHOM BO3pacTe) ¢ 00s13aTe/IbHO MPEIIIeCTBYIOMICH
MBIIIIEYHOU TUIIOTOHUEN. XapaKTepHa 3ajaepxKKa cTa-
TOKMHETUYECKOTO Pa3BUTHUSI, a HAPYIIICHUS ABVKCHUS
COXPaHSIIOTCSI UIUTEJIbHO. Y IMallUeHTOB OOHApYXKu-
BalOTCS TPYAHOCTU C OOYYEHMEM UM YMCTBEHHAasl OT-
cranoctb. [lo naHHbIM cepun HabmoaeHuit D. Gras u
coasT. [17], B cBA3M ¢ 3aTpyAHEHHEM B OOYYEHUU, Ha-
JIMYMeM aeduiMTa BHUMaHUS U TUTIePaKTUBHOCTU 3a-
4yacTylo y nauueHToB ¢ mytauusaMu NKX2-1 aguarso-
CTUPYETCS AyTU3M.

Tlopancenue wumosuoHoli jcenezbl — BTOPOE TIO pac-
MPOCTPAHEHHOCTU TIPOSIBJIEHWE CHUHIpOMa «MO3T —
JIerKie — LIUTOBUAHAS Xene3a» (~ 90 %), maHudbe-
CTUPYET BPOXKIECHHBIM TUTIOTUPEO30M. Y OOTBIITMHCTBA
JIONEH ¢ CUHIAPOMOM «MO3T — JIETKWE — IIUTOBUIHAS
KeJjle3a» IMMTOBHUIOHASI Kejle3a HOPMAaJIbHOTO pa3Me-
pa (~ 55 %). Bmecte ¢ TeM BO3MOXHA e¢ TUITOILIA3UsI
(~ 35 %) win arutasust (~ 10 %). Y yactu malueHToB
3a00JIeBaHME HAUMHAETCS KOMIICHCUPOBAHHBIM WU
CYOKJIMHUYECKAM TUIIOTUPeO30oM [6, 9, 10].

Mg pereir ¢ myraumeii reHa NKX2-1 xapaktepHbl
Iu3MophUIecKre YepThl JIULIa U Yeperna, Takue Kak IT'i-
MnepTeiopru3M, MUKPOTHATHSI, BBICOKOE AYyroodpasHoe
He0o, BblIaroLuiics jJoo [8].

ANArHocTnKa

3anomo3puTh AMArH03 CUHAPOMA «MO3T — JIETKHE —
ILIMTOBUIHAS XeJie3a» Yy HOBOPOXKAEHHOTO MOXHO MpU
HaJWYUU TaKUX CUMIITOMOB, KaK HEYIOBJIETBOPUTEIIb-
HBIIl cocaTeNbHBINA pedlieKC, yBeIUUYeHHbIE POTHUY-
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KU M 3aTsoKHAs Kentyxa. JIomoJHUTEIbHBIM METOIOM
JIUAarHOCTUKM SIBJISIETCSI HEOHATAJIbHBIM CKPUHMHT,
KOTOpPBII OOBIYHO TMOATBEPKIAeT AMATHO3 TUIIOTHUPE-
o3a. Ilpy coyeraHuUM XapaKTepHBIX OCOOCHHOCTEM, a
MMEHHO THITOTUPE03a, TUITOTOHNY W PECITMPATOPHOTO
JIMCTPECC-CUHAPOMa Y HOBOPOXIEHHOTO, TMarHo3 Be-
posTeH [9].

MarHutHo-pe3oHaHcHast Tomorpadus y 20 % ma-
IIMEHTOB YTOUHSIET ITOPOKHU PA3BUTHUS TOJIOBHOTO MO3Ta
(HammpuMep, TUCTeHEeTUUECKHE 0a3aTbHbIC TAHTIINY MU
1epedpanbHast arpodusi).

OTMETUM, YTO BCEM HOBOPOXKIECHHBIM, Y KOTOPbIX
pa3BUBAETCsl PECIIUPATOPHbINM AUCTPECC-CUHIPOM, OT-
MEYalOTCsl IPU3HAKU BPOXICHHOIO TMIIOTUPE03a WU
TUITIOTOHUHU, PEKOMEHI0BAHO IIPOBOAUThH T€HETUYECKOE
TectupoBaHue Ha NKX2-1 (ucciemoBaHue MyTanuu
win aenaeuun TTF) (cuavnas pexomenoauyus, evicokuii
ypoeerv dokazamenvHocmu) [12].

bpouxockonuss ¢ OpOHX0ANBEEOAAPHBIM — 1ABAICEM
WHOT/IAa MCIoJIb3yeTcs i nuddepeHmaibHon aua-
THOCTUKY WHTEPCTULMIBHOTO 3a00JIeBaHUS JICTKUX Y
neteit ¢ nedboToM B OoJjiee cTapuieM Bo3pacte (caabas
PpeKomerHoauus, HU3KUL yposerv dokazamenvrHocmu) [12].
buoncus ¢ ummyHocucmoxumuuecKum u yabmpacmpyx -
MYpHBIM  Uccredosanuem (INeKMPOHHAS MUKPOCKONUsL)
A€20YHOl MKAHU — 30JI0TOI CTAHAAPT AMATHOCTUKMY I1a-
TO(PU3NOJOTUM PECIUPATOPHOIO HAPYLIEHUSI, OJHAKO
HE MTOATBEPKIAeT STUOJIOTUHU 3a00JIeBaHUsI.

Muddepenmpmaabaast IMATHOCTHKA CUHJIpOMa
«MO3T — JIETKME — IIUTOBUAHAS XeJie3a» IPOBOIUT-
¢l C BPOXIEHHBIM TUIIOTHPEO30M, 3a00JIeBaHUSIMU,
MaHUMECTUPYIOLUIMMH C XOpeei, a TakKe C JAPYTUMHU
MpUYMHAMU ~ PECIUPATOPHOIO JIUCTPECC-CUHAPOMA,
0COOEHHO acCOLMMPOBAHHBIMU C HETOCTaTOUHOCTHIO
MPOTEMHOB CypdaKTaHTa.

AeuyeHue

JaHHbIe O JEYEHUU CHHAPOMA «MO3T — JIETKUE —
IIMTOBUIHAS Xeje3a» KpaliHe orpaHU4YeHHbI. Tepanus
cUMIITOMaTUyecKass M IMOKa HE MMEET YIOBJIETBOPHU-
TeJIbHOU Jl0Ka3aTe/IbHOM 0a3bl.

Ilpu OGaaronpusTHOM MCXOJI€ PECHUPATOPHOrO
JUCTPECC-CUHAPOMA B MEpPUOJE HOBOPOXAECHHOCTU
nporpaMMa HaOJIIOIeHUS 32 peOEHKOM BKJIIOYAET aK-
TUBHYI0O WMMYHONPOMWIAKTUKY, ONTUMAIBHYIO HY-

TPUTUBHYIO MMOIAEPXKKY, MOHUTOPUHT COCTOSIHUS 1IEH-
TpaJIbHOM HEPBHOM CUCTEMBI U ILIATOBUIHOM XKEJIE3HI,
arpeccMBHOE JICUEHUE WHTEPKYPPEHTHON MHOEKIIUH,
MCKJIIOYEHME ITACCUBHOIO KYPEeHUSI U BO3ACUCTBUS APY-
TUX MOJUTIOTaHTOB [12].

IlepcrieKTUBHBIM HampaBieHUEM Y HOBOPOXICH-
HbIX sBisieTcs nHruoupoanue TNF-o mpu pecninpa-
TOPHOM JTMUCTPECC-CUHAPOME HOBOPOXICHHBIX, YTO
crnoco0cTByeT akTuBauuu sKkcrpeccun TTF-1 u cunTe-
3a cypdakranTa [1].

B cBs13u ¢ oOHapykeHreM B3aMMOCBSI3U MEXIY Ha-
pYIIIEHWEeM OHTOTeHEe3a JIETKUX, (PaKTOPOM TPAHCKPHUII-
iy muToBruaHOM Xene3sl 1 (TTF-1, Takke M3BeCTHBIM
kak NKX2-1) u Meraboam3MoM XOJeCTeprMHa depe3
MO3UTHUBHYIO peryisannio miR-33a, KoTophlii, Kak u3-
BecTHO, monasasieT ATP-cBsI3pIBalONIMil KacCEeTHBIN
tpaHcropTep 1 (ABCAL1), oTKpbIBatOTCSI EPCIIEKTUBBI
JIeueHMs paka Jerkux cratuHamu [15].

Coo0111aJ10Ch, UTO ITPU CUHIPOME «MO3T — JIETKHE —
ILIMTOBUAHAS XKeJie3a» MOTYT ObITh 3(h(eKTUBHbI A0oda-
MUHepruueckue npernaparbl. F. Asmus u coaBT. oOHa-
DYXWIH, YTO TIPY TPUMEHEHUHU JIEBOMIOIIbI Y MTAIllMEHTOB
YIIy4IInIach TOX0AKa ¥ HaOJIoanach MoJOXKUTeIbHAsT
JMMHAMUKa B TEYEHUU XOPEU, OHAKO TePartmsl OCI0X-
HUJIACh Pa3BUTUEM J0303aBUCUMON AuckuHe3uu [17].
B npyroMm uccienoBaHuu y 2 TalMEHTOB CUMITTOMBI
YXYAIIUIUCh Ha (hOHE TIPUMEHEHUS] HEeUPOJIETITUKOB,
YTO JAeT OCHOBAHUS IIPEAIIOJIOXHUTh, YTO TP XOpee,
aCCOLIMMPOBAHHON C CMHIPOMOM <«MO3T — JIETKHE —
LIMTOBUAHAS 3Kejie3a», OTMEYaeTcsl MapagoKCaabHbIi
OTBET Ha aHTUAOIIAMUHEepPTUYECKHUeE TIpernaparsl. Y 2 rma-
LIMEHTOB C 100POKauYeCTBEHHOM HACIEICTBEHHOM XOpe-
el mpyu MpUMEHEHUU MeTua(eHuaaTa YyMEHbIIWINChH
JIBUraTejbHble cMMNTOMBI [8]. B omHOM nccnenoBaHuu
Ira3zernaM Mpu BBEICHUM B BBICOKMX J03aX BbI3bIBAJ
BbIpaxK€HHBIA W CTOMKUU MOJOXUTEIbHBIN 2(dEKT B
OTHOLIEHUM Xopeu U atakcuu [8]. Bmecrte ¢ TeM B yactu
WCCIIeAOBAaHW HY OMWH U3 IIEPEYMCIICHHBIX BBIIIE TTPe-
mapatoB He ObUT 3(PHEKTUBHBIM.

[Ipu BBISIBICHUM TUITOTMPEO3a HEOOXOIUMO CBOE-
BpeMEeHHOE Ha3HAYeHNE MMOXKN3HEHHOM 3aMeCTUTEIbHOM
TOPMOHAJIBHO#M Tepanmuu L-TMpoKcMHOM (HavaabHas
no3a — 10—15 mkr/kr/nensn). JleueHre KOMIEHCHUPO-
BaHHOTO U CYOKOMIIEHCHPOBAHHOTO TMIIOTHPEO3a Clie-
JIyeT pacCMaTpMBaTh KaK MOXHO paHblIie [12].

Ta6sunya 1. XapakTepHbie KIMHUYeCKne NposiBJIeHUs CUHAPOMA «MO3I — JIerkue — LNTOBUAHAas Xese3a»

Tonuka nopaeHud U Ho30J1Iorn4yeckue d)Oprl

fonoBHOM MO3r

LlliuToBugHan xenesa

Jlerkue

[Jo6poKayecTBEHHas HacneaCcTBEHHas
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MNporHo3s

HpOFHOS BapI/Ia6eJ'[eH 1 3aBUCUT OT CTCIIEHU BbI-
PaAXCHHOCTHU pECIHUPATOPHOro AMUCTPECC-CMHAPOMA B
NIEpUoac HOBOPOXKIACHHOCTH. OTCpO‘ICHHbeI IIPOTHO3
MN3Yy4YCH MaJio, 4YTO O6YCJ'IOBJ'ICHO PEAKOCTBIO ITATOJIOTUHN.

Baxna IIPOCBCTUTCIbHAA pa60Ta cpeanu MCOUIIMH-
CKUX paﬁoTHI/IKOB, HarpaBJI€HHad Ha CBOCBPCMCH-
HBIC BbIABJICHUA XapaKTCPHbBIX l'[pOHBJ'IeHI/Iﬁ CUHApPpOMA
«MO3I' — JICTKHEC — HINUTOBUIHAA XKEJIC3a» 1 HA TCHECTU-
YECKOC TCCTUPOBAHUC IMAIIMCHTOB 1 YWICHOB UX CceMen.

Konduaukr unrepecoB. ABTOpbI 3asIBJISIIOT 00 OTCYT-
CTBUM KaKOTO-JIMO0 KOH(MINKTA UHTEPECOB IMPU MO~
TOTOBKE JAHHOU CTaTbMU.
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TXQPKIBCbKU HALIOHQABHUI MEAVNYHWI YHIBepCUTET, M. XaPKiB, YKpaiHa
2K303 «O6AQCHA AUTIHA KAIHIYHQA AiKQPHS, OBAQCHWIA LIEHTP AIQrHOCTMKIM TQ AIKYBQHHS 6P OHXOAEreHEeBOI AUCTIAQSIT Y AiTen,

M. XapkiB, YkpaiHa

CyuydacCHe yS9BA€HHS NPO CUHAPOM «MO30OK — A€reHi — LMTONOAIGHA 3aA030» TA MOrO AereHeBi NPosiBu

Pestome. Crarrs craHOBUTH COGOIO OIJISII CY9acHOI CBITOBOI
JIiTEpaTypu, IPUCBSIICHOT CHHAPOMY «MO30K — JIETE€Hi — I -
TOmomiOHa 3aji03a» y JiTeil. ABTOPY aKILIEHTYBaJIM yBary Ha
MUTAHHSIX €TioJIoril i OCOOJMBOCTI OHTOreHe3y 3alliKaBiie-
HUX OpraHiB 3a HassBHOCTi MyTarii B reHi NKX2-1. OcobauBy
yBary MpUIiJIeHO KJIIHIYHUM MPOsIBaAM Ta PaHHIM JiarHOCTULIL

O.L. Logvinova®"2?, M.A. Gonchar’
'Kharkiv National Medical University, Kharkiv, Ukraine

CHHIPOMY B HOBOHAPOIKEHUX Ta JIiTeil paHHBOTO BiKy. HaBe-
JIeH1 cydyacHi MOXJIMBOCTI Teparlii CHHAPOMY «MO30K — JieTe-
Hi — IIMTOIOAIOHA 3a103a» Ta MOro JISreHEBUX MPOSIBIB.

Kmouogi ciioBa: miti; HosoHapomkeHi; NKX2-1; TTF-1; intep-
CTUIIATHHI 3aXBOPIOBAHHS JIETEHB; PECTTipaTOPHUI IMCTPeC-CHH-
JIPOM; CUHJPOM «MO30K — JIeTeHi — IIUTONOAIOHA 3a103a»; OLJISI
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Modern concept of the brain-lung-thyroid syndrome and its pulmonary manifestations

Abstract. This article is a review of the modern world literature on
the brain-lung-thyroid syndrome in children. The authors focused
on the etiology and features of ontogenesis of the involved organs
in the presence of NKX2-1 gene mutation. Particular attention is
paid to the clinical manifestations and early diagnosis of this syn-

drome in newborns and young children. Current options for the
treatment of the brain-lung-thyroid syndrome are presented.
Keywords: children; newborns; NKX2-1; TTF-1; interstitial
lung diseases; respiratory distress syndrome; brain-lung-thyroid
syndrome; review
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