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Pesrome.

Lenpto mccnenoBanus OBUIO ONEHKA POJHM OJIM3KOPOJICTBEHHBIX OpakoB (KOHCAHIBHHHUTETa) B (POPMHPOBAHHUHU
nepBUYHBIX  OpoHx0odkTa30B (B3). IlpoBemeHo omHOIEHTpOBOE uccieoBaHMe 163 TAaIMEHTOB C  KIMHHUKO-
peHTreHosIornyecku moaTsepxkaéHHbIMu b3 (2015-2025). [epeuunsie b3 ycranosnenst y 112 (68,7%) nauuenTos; y 69
n3 HUX (61,6%) pomuTeny coCTOsIN B OJIM3KOPOACTBEHHOM Opake. KOHCAHTBUHHUTET CTATUCTUYECKH Yallle BBISIBISUICS ITPU
BPOXKAEHHBIX (popMax Mo CPaBHEHHMIO C TOCTHHPEKINOHHBIMH (}>=47,5; p<0,0001). [TarienTs! ¢ nepBuanbME b3 Obln
Moroxe (26,4+3,7 rona) 1o cpaBHEHMIO cO BropudHbIMU popmamu (32,1+4,1 roza; p<0,05). B atnonoruyeckoii crpykrype
nepBUYHbBIX bO nuauposany nepBuyHas puinapHas guckuHesus (<30%) n KucTo3Has runoruiasus JErkux (~19%); npu
MYKOBHCIIHI03€ OTMEYaIoch Ooisiee TsHKENOe TeueHne. BhIBOI: KOHCAHTBUHUTET SIBJSIETCS] 3HAYMMBIM (DAKTOPOM pHCKa
HacJIeJCTBEHHO 00YCIIOBICHHBIX IEPBUUHBIX BD; cOOp cemeiiHOro anHaMHe3a 1 IPUMEHEHNE MOJICKYIISIPHO-TEHETHYECKON
JMarHOCTUKH JOJDKHBI BOWTH B CTaHAAPT 00CIIeI0BAHMS.

KaroueBble ciioBa: OpOHXOAKTA3bl; KOHCAHTBUHHUTET; OIM3KOPOACTBEHHBIC Opaky;, MEpBUYHAs IWIMApHAsS
JIVCKUHE3NS; MyKoBucn103; ol -anturpuricu; MCKT; remetndeckas quarHocTrka; (hakTop pucka.

Summary. Consanguineous marriages as a risk factor for the development of primary bronchiectasis.

Objective: To assess the impact of consanguinity on the development of primary bronchiectasis (BE). Methods:
Single-center study of 163 patients with clinically and radiologically confirmed BE (2015-2025). Results: Primary
BE was diagnosed in 112 (68.7%) patients; among them, parental consanguinity was documented in 69 cases (61.6%).
Consanguinity was significantly more frequent in congenital (primary) vs post-infectious forms (y*>=47.5; p<0.0001).
Patients with primary BE were younger (26.4+3.7 years) than those with secondary forms (32.1+4.1 years; p<0.05).
Primary ciliary dyskinesia (~30%) and cystic lung hypoplasia (~19%) predominated among primary etiologies; cystic
fibrosis cases showed more severe courses. Conclusion: Consanguinity is an important risk factor for genetically
determined primary BE; systematic family history and molecular genetic testing should be incorporated into standard
diagnostic pathways.

Keywords: bronchiectasis; consanguinity; consanguineous marriage; primary ciliary dyskinesia; cystic fibrosis;
alpha-1 antitrypsin; CT; genetic testing; risk factor.

Rezumat. Casatoriile consangvine ca factor de risc pentru dezvoltarea bronsiectaziei primare.

Obiectivul studiului a fost evaluarea impactului consangvinitatii asupra dezvoltarii bronsiectaziei primare (EB).
Metode: Studiu monocentric efectuat pe 163 de pacienti cu EB confirmat clinic si radiologic (2015-2025). Rezultate: EB
primar a fost diagnosticat la 112 (68,7%) pacienti; dintre acestia, consangvinitatea parentala a fost documentata in 69 de
cazuri (61,6%). Consangvinitatea a fost semnificativ mai frecventa in formele congenitale (primare) fata de cele post-
infectioase (y*>=47,5; p<0,0001). Pacientii cu EB primar au fost mai tineri (26,443,7 ani) decét cei cu forme secundare
(32,1+4,1 ani; p<0,05). Diskinezia ciliara primara (~30%) si hipoplazia pulmonara chistica (~19%) sunt predominante
printre etiologiile primare; cazurile de fibroza chisticad au prezentat evolutii mai severe. Concluzie: Consangvinitatea
este un factor de risc important pentru bronsiectazia primara determinata genetic; antecedentele familiale sistematice si
testarea geneticd moleculara ar trebui incluse in caile de diagnostic standard.

Cuvinte cheie: bronsiectazie; consangvinitate; cdsatorie consangvina; diskinezie ciliard primara; fibroza chistica;
alfa-1 antitripsind; CT; testare genetica; factor de risc.
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AKTYyaJIbHOCTH NMPo0JIeMBbl.

Bponxoskraszsl (b2) — xpoHnueckoe 3adoneBanne
JIbIXaTeIbHBIX myTeH, XapakTepu3yroIeecs
HEOOpaTHMBIM pacUIMPEHUEM OPOHXOB, IIOBTOPHBIMH
WHPEKIUIMHA U CHIYKEHHEM KadecTBa >Ku3HH. [lo
JTAHHBIM 3THJIEMHOJIOTMYECKUX 0030pOB OTMEUaeTcs
pocT nuarHoctuku bD B cBszu ¢ Gornee mMOCTymHOU
KT u ynyumienuem peructpoB HaOmonenui [3, 12].
HacnenctBennbie pakToOpbl UTPAIOT KIIOYEBYIO POJIb
B ()OPMUPOBAHNH MTEPBUYHBIX OPOHXOIKTA30B: K HUM
OTHOCSITCS MYKOBHCLWIO3, MEPBHYHAS IHIHApHAs
muckunesuss (ITLJI), aeduuwmr al-anTurpuncuna
U psAA pPeOKuX BPOXKIEHHBIX CHHIPOMOB [4, 6,
11, 13, 16]. B momymsuusix ¢ BBICOKUM YPOBHEM
OJM3KOPOJCTBEHHBIX ~ OpakoB  TOBBINICHA OIS
ayTOCOMHO-PEIECCUBHBIX 3a00JeBaHNH, 41O
3aKOHOMEPHO  YBEJIMYMBAeT  yIENbHBIH  Bec
BpokaEHHBIX Qopm B3 [1, 2]. MexayHapoaHsle
PYKOBOZICTBA NOAYEPKUBAIOT ~ HEOOXOAMMOCTD
AKTHBHOTO IMOMCKA TeHETHYECKUX IPUYHH Y OOIBHBIX
b3, ocobenno mpu paHHeMm ne0IOTE, COUECTAHUU C
XPOHUYECKHMHU CHHYCHTaMH, OTUTAMH, Situs inversus
u/unu Myxkckom Oecrutonuu [5, 10]. CoBpeMeHHbIe
pabotel 2023-2025 TIT. MONTBEPKAAKOT KIMHHUKO-
TFeHETHYECKYI0 DPa3sHOpPOAHOCT, bD M ykasbiBaroT
Ha CBS3b C CONYTCTBYIOIIM MH ayTOMMMYHHBIMH
cocrosuusamu  [7, 9, 17]. Takum o06pazom,
HCCIIeIOBaHUE BKJIA1a KOHCAHTBUHHUTETA B CTPYKTYPY
nepBUYHbIX bBD mpencrapnsercs KIMHUYECKH |
OOIIECTBEHHO 3HAUYUMBIM.

ean.

OueHuTh ponab OMM3KOPOACTBEHHBIX OpaKoB
(koHCaHTBHHUTETa) B (OPMHUPOBAHUU ITEPBUYHBIX
OpOHXOIKTA30B.

MarepuaJjibl M METOIbI.

B wuccrnenoBanme BKIOUEeHB 163 mammeHTta ¢
KIIMHUKO-PEHTTCHOJIOTHYECKH  TTOATBEPKIEHHBIMH
b3 (126 crammonapuplx u 37 aMOyIaTOPHBIX),
HaOmonasmuxcs B 2015-2025 rr. Cpexnamii Bo3pact
coctaBui 39 = 5 net. Kputepuu BKIIFOUEHUS: BO3pacT
>18 nmet, moarBepxkacHue bD mo mamaEiIM MCKT,
JOCTYITHOCTh aHamHe3a. KpuTepuu WCKIIOUCHHUS:
HAJIMYHE aKTHBHOTO TyOEpKyJnE3a, OHKOJIOTHYECKOH
MATOJIOT MU JIETKUX, HETTOTHbIE JaHHBIE 00CIIEIOBAHUSI.

Bcem narueHTam TIPOBOJIMIIHCH:
KIIMHUYECKOE o0creioBaHue, CIIHPOMETPHS,
naboparopusle uccrnenoanmss, MCKT rpymnHOU
KICTKH, OpOHXOCKOIHS, TpU  IOKA3aHHUAX —

MoJIeKyisipHO-TeHeTndeckass nuarHoctuka (CFTR,
reasl [11[/]). CratucTudecknii aHaau3 BBITIONHSIICS
C HCHOJNB30BaHHEM J*> W (-KpUTEpHs, YPOBCHb
3HagumMocTu p<0,05. s aHanm3a MCIOIB30BAJICS
maket SPSS 22.0.

Pesyabrarsl.

Y 112 mamuentoB (68,7%) AMarHOCTHPOBAHBI
nepsuuHble b, Tornakaky 51 (31,3%) — BTOpHUUHbBIE
¢dopmbl. CpenHuil BO3pacT NAIEHTOB C IEPBUYHBIMHU
B3 cocraBmi 26,4 + 3,7 rona, 9To TOCTOBEPHO HIKE,
4yeM y OOJIbHBIX ¢ BTOpHUHBIMHU (popmamu (32,1 + 4,1
roga; p<0,05).

CpaBHeHMe Tpynn HOATBEPANUIO CTaTUCTUYECKU
3HAYMMBIE PA3INYHsl M0 YacTOTE KOHCAHTBUHHUTETA!
69 u3 112 maunueHTOB ¢ TEpBUYHBIMH (opmamu
npotuB 8 u3 77 ¢ BropuuneiMu (¥*=47,5; p<0,0001).
Bornee momoBHHBI MAlMEHTOB ¢ BPOXACHHBIMUA b2
HMMEIIH OTATOLUEHHBIN F€HEAJOTUUYECKUI aHAMHE3.

OTHonorudeckass CTPYKTypa JIEMOHCTPHPYET

Benymyto pons IIIJI (30%) wu xucTO3HOM
runorutazun - e€rkux  (19%). Y manueHTOB C
MYKOBHCITHJIO30M ~ OTMEYaJIoOCh  Oonee  TsDKENoe

TEYCHUE C YaCTBIMU OOOCTPCHHUSIMH, TOTIA KaK IPU
nedummre ol-aHTUTPHUIICHHA KIMHWYECKash KapTUHA
Obuta Oosiee BapuaOeNbHON. YCTaHOBJICHO, 4YTO
paHHs1 MaHHpecTaus 3a001eBaHus (HEOHATATbHBIN
W MJIaJICHUYSCKUI TEpUOABI)  acCOIMUPOBAAChH
NPEHMYIIECTBEHHO C HACIEICTBCHHBIMH (HOpMaMH.
B 10 Bpems kak ae00T B IIKOJIHLHOM BO3pAacTe Jarie
HaOmoa1cs npy nocTUH(EKIMOHHBIX bD.

Ob6cy:xneHue.

Pesynbrarel nccienoBaHus MOATBEPKIAIOT, YTO
B PETHMOHAX C BBICOKUM YPOBHEM KOHCAHI'BHHUTETA
BpayaM ClEQyeT He TOJbKO JIMarHOCTHPOBATh
BD, HO W TpOBOAWTH pacHIMpEeHHBIH cOop
ceMeHOro aHaMHe3a, a TaKkKe HarpaBlATh
MalueHTOB Ha MOJICKYJISIPHO-TEHETHUECKOE
oOciemoBanre. DTO TIO3BOJNUT YIYYIIUTH PAHHIOKO

JUAarHOCTHKY,  ONTHUMHU3UPOBAaTh  TEpalUI0 |
OpeAyNpeuTh MPOTPecCUpOBaHUe  3a00JICBaHMUSL.
OTHoNorMveckass  CTpyKTypa  TEepBHYHBIX  BD

nemoHcTpupyeT mnpeoonananue I[MI[J[ u kucro3HOU
TUTOIUTa3UH JIETKUX, YTO COOTBETCTBYET JaHHBIM
MEXIyHapoaHbiX — peructpoB  (Grosse-Onnebrink
et al.,, 2023; Stockley et al., 2023). Ilpu sTOoM
MYKOBUCIIMJIO3 BCTpeuajics pexe, 4YTO MOXET
oTpaxkatb  reorpaguyeckue W OTHHYECKHC
ocobenHoct pacnpocrpanenuss myrtanuii CFTR B
AzepOaiikane. AHaJIOTUYHBIC JaHHBIC IMPUBOIMT
Polverino et al. (2024), rme KOHCAHTBUHUTET OTMEUEH
KaKk KJIIOYEBOM SIHIEMHONOTHUYECKUil (akTop B
peruoHax bmmknaero Bocroka u FOxHoi#t A3un.

3akioueHue.

KoHcaHTrBUHHTET SIBISIETCS] 3HAYUMBIM (PAKTOPOM
pUCKa  pa3BUTUS  TIEPBUYHBIX  OPOHXOIKTA30B.
YacToTa OIM3KOPOJICTBEHHBIX OpaKoB y MAIMEHTOB
C BPOXJIEHHBIMU (POPMaMHU JIOCTOBEPHO BBIIIE, YeM
npu noctuHpeKkunoHubIx (x*=47,5; p<0,0001). D10



Stiinte Medicale
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HOI[‘-IépKI/IBaCT HGOGXOI[I/IMOCTI: 00s13aTeTLHOTO
TCHETUYCCKOI'O KOHCYJIBTUPOBAHNA U MOJICKYJISIPDHO-
TCHETUYCCKOI'O TCCTUPOBAHUS IMPU PAHHEM ,E[€6IOTC
BO.
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