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|. 3aboneBaHuA, Hanbosiee pacnpocTpPaHEHHbIE B M1aAeHYecTBe

A. OnddysHblie 1. AuuHapHasa gucnnasua
HapyweHuA pa3sutia (2. BpoXKpeHHaa anbBeoNAPHO-KaNUANAPHAA AUCNAa3uA
nerkmnx 3.  AnbBeoNAPHO-KaNnUANAPHAA AUCNA3UMA C aHOMA/IbHbIM PACnoOI0XKEHMEM JIerOYHbIX BEH
1. JleroyHasa runonnasuA
2. XpoHuuyeckoe 3aboneBaHne Nerknx HOBOPOXKAEHHbIX
° XpoHuyecKoe 3abosieBaHMe NIErKMX, aCCOLUMMPOBAHHOE C HEAOHOLWEHHOCTbIO (BpOoHX0NeroyHan
aucnnasusa)
B. HapyweHusa pocrta ° MNpnobpeTeHHOE XpoHUYecKoe 3aboneBaHMe Nerkmx y JOHOWEHHbIX MNALeHLEB
nerkmx 3.  CTpyKTypHbl€e ero4yHble u3SMeHeHMA, aCCOUMNUPOBAHHbIE C XPOMOCOMHbIMU HapYyLUEHUAMM
. Tpucomuna 21 xpomocombl
° Opyrue
4. 3aboneBaHuA, aCCOLMMPOBAHHbIE C BPOXKAEHHBIMW MOPOKaMM cepaLa y aeTer 6e3 XpOMOCOMHbIX
HapyLeHuin
C. Cneuudunyeckue
COCTOAHMA 1.  Jlero4Hblit MHTEPCTULMNANBHBIN FINKOFEHO3
HeyCTaHOB/NIEHHOM 2.  Halipo3aHAOKpUHHAA rMnepnaa3na mnageHues
aTmonornmn
1. MyTauum reHa SFTPB — neroydbii anbBeosiApHbii npotemHo3 (PAP) Kak BapuaHT [AOMMHAHTHOrO
rMMCTONIOMMYECKOro naTrepHa
2. MyTtaumm reHa SFTPC — SOMMHAHTHbIN TMCTONIOTMYECKMIA NATTEPH - XPOHUYECKUA MHEBMOHUT MAALEHLEB
D. OucdyHKUUKU (CPI), a TaKxe pgeckBamaTuMBHasA WHTepcTMUManbHaa nHeBmoHus (DIP) u  Hecneuunduyeckan
cucrembl cypgakTaHTa MHTepcTUUManbHas nHeBMoHuA (NSIP)
3. MyTtaumu reHa ABCA3 - OMUHAHTHbIN TMCTONIOTMYECcKMi naTtTepH — PAP, a Takxe CPI, DIP n NSIP
4. TUCTONOIMYECKN COornacytoleecs C paccTpoicTteom 6enkos cypdaKTaHTa, HO ele HeyCcTaHOB/AEHHOe

reHeTn4yecCkoe HapyweHumne

Kurland G., Deterding R.R., Hagood J.S., et al 2013; Lee E.Y., 2013; Hoepker A., et al 2008
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2Nnaemmonorua

* B HacToswWwee Bpema 4yTb 6onee 200 cnyyaes g I \/
aNbBEONAPHO-KANUNNAPHON ANCNAA3UN ONMUCAHbBI BO

BCEM MUpeE HJIEHyM

* ICTUHHAaA pacnpocTpaHeHHOCTb HeM3BecTHa ﬁ%ﬁ%‘ﬁgﬁ%ﬁﬁfﬁfﬁg@
* bonee 60% Bcex BEPUPUUMPOBAHHBLIX CayyaeB 24-25 MAS 2024 1
aCCOLllMMpOBaHbl C MyTa LLMHMM reHa FOXF1 Poccus, Pecnybnuka BawkopTocTaH, r. Yéa

(pacnonaraetca Ha 16924.1) unm c ero sHxaHCepoOm

* 80% 60NbHbIX UMEIOT COMNYTCTBYHOLWME aHOMATNM
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q1z.1
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q23.2
923.3
q24.1
q24.2
q24.3

"

www.genecards.org/cgi-bin/carddisp.pl?gene=FOXF1




KnnMHuyeckaa KapTuHa

TUuNnu4YHble NPoABAEHMUA. Xl ‘

- I'Iepcmcmpyrou.l,aﬂ NeroyHad runeprteH3nA HJIEHyM

HOBOPOXAEHHbIX: TAXUMHO3, LLIMAaHO3, PeCNMPaTOPHbIN POCCUIMCKOIO OBLLECTBA
NMATO/TOTOAHATOMOB
aucTpecc.

" OCTpaFI NTMMNOKCNYECKaA AblXaTe/ibHaA HEAOCTATOYHOCTb 24-25 MASI 2024 .

Poccus, Pecnybnuka BawkopTrocTaH, . Yéa

" BbiparKeHHanA rmunokcemua ¢ metabonnueckmm aumnaosom
" [Ipn3HaKN NPaBOXKENYA0UKOBOM HEA0CTaTOYHOCTH

OTCcpoyYeHHble NpoABaeHUA:
beccmmnTOMHOE NAn nerkoe TaxmnHos NPU POXKAEHUMN;
BPEMEHHaaA NOTPebHOCTb B KUC/I0POAE.




BHYTpUAeroyHe WyHTUPOBaHUE KPOBU —

Normal perinatal lung

Intrapulmonary Arteriovenous
Anastomotic Vessels
(IAAV) closed

Pulmonary artery

alveolar
capillaries
with normal
blood flow

Distal
Airspace

v Pulmonary vein

” o .
No hypoxemia &~ {Hichin )

NPUUYUHA TAXKENON HeynpaBAAEeMOU MTMNOKCUMN

Bronchopulmonary dysplasia

Prominent Intrapulmonary
Arteriovenous Anastomotic
Vessels (IAAV)

I Pulmonary artery
I

alveolar capillaries
with decreased
blood flow

Distal
Airspace

Pulmonary vein
“| ( decreased O,)

Hypoxemia & 3
due to shunt

Csaba Galambos et al Ann Am Thorac Soc 2013;Ne5; pp 474-481 |
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TeyeHune 3aboneBaHuA

PaHHUIN nepuoa (Nnpv noasaeHUmM CUMNTOMOB): Xl ‘

" [IpexoAALWmMin OTBET Ha 1IeroYHble Ba3oanaaTaTopsl, HJIEHYM

MCKYCCTBEHHYIO BeHTUAAUUIO ierkmnx, IKMO POCCUMCKOrO OBLLEECTBA
NMATO/IOFOAHATOMOB
(3KCTpaKopnopanbHY0 MEMDOPAHHYIO OKCUTEHALLMIO)

24-25 MAS 2024 r.

Poccus, Pecnybnuka BawkopTrocTaH, . Yéa

[Mo3aHMK nepmoa (0T HECKONbKMX YAaCOB 10 HECKOIbKMX
Heaenb):

" YCTOMYMBAA /IeroYHaA rMNepTeH3us

" Bropou Kypc IKMO HeadpdeKkTnBeH

" be3 TpaHCNaHTaAUUKM NEerknx - NeTaNbHbIN UCXOA,




NHCTpYyMeHTanbHaA ANarHoCTUKa XlV

" PeHTreHorpadus opraHoB rpyAHOM KAETKU: HOPMabHbIN

NN PAa3MbITbIM PUCYHOK MATOBOIO CTEKNA HJIEHyM

POCCUNCKOIO OBLLECTBA
NMNATOJIOTOAHATOMOB

= DXoKapaunorpadua: npuaHakm NeroyHon rmnepTeH3nm 24-25 MAS 2024

Poccus, Pecnybnuka BawkopTrocTaH, . Yéa

= KateTepmlauma cepaua: 3ageprKKa uam oTcyTcTeme
KannnnapHoun $a3sbl NpU aHTMoNyAbMOHOrpaduu,
MaATHUKOOBpPa3HOe ABUXKEHME KOHTPACTA, BbICOKOE
CONPOTUBAEHUE COCYA0B MAnoro Kpyra.




buoncua nerkoro

" EAMHCTBEHHDbIN MeToA, NOATBEPXKAEHUA
AnarHosa!

" buoncusa AaeT BarKHYH MPOrHOCTUYECKYIO
MHPOPMALMIO N NO3BOJIIET ONPeaenTb
AanbHEULIMNN NNAH BeAeHMA NauneHTa
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MauymeHT Nol
AKﬂ/APnB [Newbom with suspected LLDD‘ I_IaLllmeHT N92
‘ AR

ANbBeoNApHO-KanuanapHas ¥ ,
Fresh blood sample and/or
Ancnnasma c aHOMasibHbIM ["esh";;gggﬂgggggﬂgand’mJ ANbBeONAPHO-KaNWANAPHas I I ’IEH S’ M

PacroNOXeHNem N1ero4HbIx } ANENIasHA POCCUICKOrO OBLLECTBA
r Histopathological evaluation - ]
BEH | lung bicpsy or autopsy (FFPE) | l |'| ATO“ O FOA H ATO M 0 B
A 4
ACDMPV [ AcDys, CAD, or other lung hypoplasia ] 24-25 M Aq 2 024 r
.
-l I- 'I -I ) Poccus, Pecnybnuka BawkopTrocTaH, . Yéa
Family history Family history of Syndromic pulmonary No family
of PAH LaDD syndrcmemLSG hypopEasm ectrodactyly history
Positive A 4
FOXF1 Negative TBX4 FGF10 FGFR2 o Ea’r‘g‘ "ggﬁted
o Sanger seqg/NGS 1. Sanger seq 1. Sanger seq 1. Sanger seq o ESIN}:GS Panel
(= * 3
E A?DMF;}-" panel 2. Array CGH 2. Array CGH 2. Array CGH (Trio)
o | SN ) Positive Positive Positive TBX4/FGF10
g MNegative abnormalities
(6]
iti A CGH
Positive ey ] Parental testing
X (PCR/Sanger seq)
Negativel :
L}
h 4 Y h 4 h 4 Y Y
Parental testing ES/WGS wes - e ]
(PCR/Sanger seq) (Trio) Analysis of noncoding variants in lung-specific enhancers




NaumeHT Nel (AKA/AP/IB)

MaumeHT No2 (AK)

" PebeHOK OT 1-bIX
AOMALIHUX POAOB.

= Martepu 18 nert

" B )XEHCKOM KOHCY/IbTaunm
He HabAatopanach.

= PebeHokoT1l
bepemeHHOCTH, 7 POAOB.

= Martepu 38 ner.

= B aHamHese - cayyam
MNaIEHYECKON CMEPTU Y
AEeTeN MYXCKOro nona,
BHYTPUYTPODBHOM rmbenmn
nnopaa.

JloHoWweHHaAa aeBoYKa. Macca
Tena 3800,0 r, annHa 52,0 cm.
JleTanbHbIN ncxoa Ha 17 cyTKu
*KU3HU

[loHowWweHHbIN manbymnK. Macca
Tena 3610,0 r, panHa Tena 53,0
cm. Anrap 7/7 6annos.
JleTanbHbIN ncxoa, Ha 18 cyTKu
HKU3HU
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UHcTpymeHTanbHble |  TMauyueHT Nel MauueHT N22 (AKA)
uccnepoBaHusn (AKO/APNB)

PeHTreHorpadpusa NCcKntoyeHsbl CTepTbIN NPUKOPHEBOM

OPraHoB rpyaHoOM BOCMasMTe/IbHble | COCYAUCTbIN PUCYHOK.

KNEeTKn N3MeHeHusn

IxoKapauorpadpusa IXO-npusHaKkm IXO-npusHaKku
NNEro4HOWU JIErOYHOM
rMNepTeH3nmN. rMnepTeHs3unn.

MynbTucnupanbHaa | He nposoaunaces | [loBbilweHUe

KOMMNbIOTEPHAA NIOTHOCTU TKAHU

Tomorpadus NNErKuX.

OpPraHoB rpyaHoOM
KNIETKU
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IlMHaMKUKa COCTOAHUA NALMEHTOB XlV
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PedpakTepHasn
K Tepanuu
[lporpeccupytowlasn OKCUAOM

JleTaZlbHbIN

rMrnorcemmnA d30T4d NCxXoa

NeroYyHas
rmnepTeH3ns




IxoKapauorpadua: MaupeHT Nol
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[MnepTpoduns MMoKapaa NPaBoro Kenygo4Kka.um
MEXKENYA04YKOBOW NEepPeropoKku




AHrnonynbmoHorpadusa: MaumeHTt Nol
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24-25 MAS 2024 r.

Poccus, Pecnybnuka BawkopTrocTaH, r. Yéa




[ToKazaTtenn NnepcucTmpyroem Nero4yHomn
rmnepTteH3nn no IXo-KrI: MNMaymeHTt N2l

* OTCyTCTBME KONNAbUPOBAHUA HUXKHEN NONOU BEHbI Xl ‘

IHJIEHYM

* [MnepTpodUA NPABOro KenyaoUKa POCCUCKOTO OBLLECTBA
NMATO/IOFOAHATOMOB
e lnnatauma cTBONa NEFOYHOM apTeEPUN 24-25 MAH 2024 r.

Poccus, Pecnybnuka BawkopTrocTaH, . Yéa

* CHu»KeHune TAPSE (OueHKa cMcToNnmnyecKkowm
3KCKYPCUM KO/bLa TPMKYCMUAAAbHOIO KnanaHa)

* [paBo-nesbin cbpoc Ha MIC

AT/ET <90 ms [OTHOLLEHNA BpEeMEHU YCKOPEHMUSA
NOTOKA KPOBW B 1IeTOYHOMN apTepum (AT), KO BpemeHU
M3rHaHWA KPOBU U3 NPaBoro xenygo4ka (ET)]




PeHTreHorpadua opraHoB rpyaHOMN KNETKM:
MNauneHT Ne 2
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MynbTucnmpanbHaa KomnbloTepHaa Tomorpadua:
NMauueHT N22
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Hepnena rectaumm
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CTaanu pasBUTUA NErknx

e [lceBaornaHaynapHaa ctaamsa

e KaHa/IMKYNAPHAA CTaAunA

e CaKKynApHaAa ctaamna

e ANbBeONAPHaA CTaauA

— S S
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" 3Hble HapyLwieHUA Ppa3BUTUA JIETKOTO

A Alveolar Capillary Dysplasia with
Misalignment of Pulmonary Veins

Congenital alveolar Primary pulmonary

Acinar dysSay dysplasia hypoplasia

Embryonic Pseudoglandular Canalicular Saccular

~—— —

Lung bud formation Conducting airway Peripheral airspace Expansion of airspaces Secondary septation
formation with branching formation and increased with mature alveoli
capillarization

1 L 1 1 1 1

4.0 8.0 17.0 26.0 36.0 Birth
Human Weeks Gestation Postnatal-Years

NPT
RS

S
‘ \,g’. 3 ?5._\1" 5

M. Vincent, J. A. Karolak, G.Deutsch et al. Am J Respir Crit Care Med Vol 200, Iss 9, pp 1093-1101, Nov 1, 2019
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I_I N 1 NMATOJIOTOAHATOMOB
auneHT Ne 1:
5 24-25 MASH 2024 .
Afl bBeonﬂ p HO'Ka rl Mnnﬂ pH aﬂ AM Crlfla3 Mﬂ Poceus, Pecnybnuka BawkopTocTaH, r. Yéa

C aHOMa/J1bHbIM pPaCcnoJIoXeHeMm 1IerovHbixX BeH
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\MIbMOHOMOMS
PULMONOLOGIYA

RUSSIAN PULMONOLOGY

BpO)KJJ,EHHaFI dllbBeOonApHada AUCNnna3na U anbBeosIAPHO-
KanunndapHaa gucnna3ma ¢ aHOMaribHbIM PacnornoXeHnem

JIerO4YHbIX BEH. KHMHMKO-MOpCbOHOI'M‘-IECKVIe conocCTtaBlieHUA

JI.10.O6cannuxos 2, B.II. Mupownuuenxo?, H.C,Jlagvidos ' =, M.A.Abpaman’?, B.B.Iopes?, A.I. Tasaraes?,
10.4.Cemuna’, B.A.Cmpeavnuxosa®?, E.JI. Tymanosa’

I Memmmncknii mcTuTyT De1epaibHoro rocyIapeTBERHOT0 aBTOHOMHOTO 00pA30BATE/LHO0 YUPEKIEHHS BhICHIEro 00pa3oams «PocCHiiCKIMii yRUBECHTET APYROBI
napozos umern [Tarpuca Jlymym0b» MumucrepeTsa Hayku i biciero oopasosamnns Poccmiickoii @enepamm: 117198, Poceus, Mocksa, y1. Mukayxo-Maknas, 6

* TocynapeTsennoe OI0/KeTHO yupexK/ieHHe 31paBooxpanenus ropoxa Mocksbl «Mopo3oBckas AeTcKas ropoacKas Kinnmueckas 0o1buuna [enapramenra
3npasooxpanerns ropona Mocksbi»: 119049, Poccus, Mocksa, 4-ii Jlodpbmmrckmii nepeyiok, 1 /9

3 (ejepaibHOE T0CYIAPCTBEHHOE ABTOHOMHOE 00pA30BATEIbHOE YUPEXKIeHHe BbicuIero 00pasopanus « Poccuiickuii HAMOHAMbHBI HCCIEI0BATEbCKHIT MeTHIHHCKHIT
yrmsepenter uvern H.J.ITuporosa» Mummcrepersa 3npasooxpanenns Poccmiickoii ®enepammm: 117997, Pocens, Mocksa, ya. OctposuTsHosa, 1



X1V

HJIEHYM

POCCUMNCKOIO OBLLEECTBA
NMNATOJIOTOAHATOMOB

24-25 MAA 2024 1.
baaropgapto 3a BHMMaHUe ol el




