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Beedenue. Myxosucyudosz — uacmoe monozennoe 3aboneganue, evizgarnoe mymayusmu eena CFTR. Y 6oavuiuncmea myscuut ¢ Mykoguc-
yudosom Habawdaemces becnaodue uz-3a 06CMPYKMUBHOU A300CNepMUlU, 00HAKO MEXAHUZMbL CHUMNICEHUS. (epMUALHOCIU Y NAUUEHMO08
€ MyKOBUCUUA030M 6e3 06CmPYKUUU CeMABLIHOCAUUX Nymeil, a MAaKaice 6AUsHUE 2eHeMUYeCKUX U cpedo8biX paKkmopos Ha SmMom npoyecc
HeooCmamo4Ho U3y4eHsl.

1leav uccaedosanus — uzyuums eausnue eenomuna no eeny CFTR, kaunuueckoii popmoi MyKo8uUCHUO03a U 803DACMA HA MYICCKYIO Penpo-
OYKMUBHYIO cucmemy U (pepmuabHOCHb, 20PMOHAAbHbIE U CHEPMUOAOUHECKUe NOKA3amenl.

Mamepuaavt u memoodwt. Obcaedosan 71 myscuuna 17—39 aem (cpednuii o3pacm 24,9 + 5,3 eoda) ¢ necounoii (n = 34) u cmewannoii (n = 37)
gopmamu mykosucuudosa. Beinoaneno kaunuueckoe, andponoeuueckoe u AabopamopHo-uHCMpymMeHmanvroe oociedosanue (Yavmpaseykosoe
uccae0oganue opearo8 MOUOHKU, CMAHOApmMHoe U OUOXUMUHECKoe ChepMuoa02udeckoe Uccie0o8anue U onpedeeHue YpoeHs 20pPMOHOB).
Pesyasvmamut. [unonnaszus suuex gvisignena y 40,5 % myxucuun ¢ mykosucyudosom. Y 62 % nayuenmos o6napydicenst Ouggysmvie uzme-
HeHUs1 npudamkog suiex, Kucmol npudamxos u/uiu auvex, y 10 % — cumnmomor eunoconaouzma. Y 88 % nayuenmog obnapyicevl
cnepmuonoeuecKue NPUHAKU 08yCmopoHHeli 00CMPYKUUY CeMAGbIHOCAUUX Nymeil Ha YPOBHEe CeMABbIHOCAULUX NPOMOK08 U snududumuca,
anaazuu ceMeHHbsIX Ny3bipbKos (azoocnepmusi, oaueochepmusi, nuzkuii pH u yposens gpyxmossi ssxyarama). ns cmewannoi gpopmol my-
K08UCUU003a XapaKmepHa o0CmpYKYUs CeMABbIHOCSUUX NPOMOK08, bonee uacmole Mopgorocuueckue usmenenus 6 mouwonke. Y 23 %
nayuenmos monoxce 25 nem u'y 72 % nocumeneii mymayuu 3849+ 10kbC>T coxpansaacs npoxooumocms cemMasblHOCSUUX NPOMOKOE.
3akatouenue. Jleeounas gopma mykosucyudosa, mosodoi eozpacm u Hasuvue mymayuu 3849+ 10kbC>T cnocobcmeytom coxpaneHuro
NPOXOOUMOCHU CEMABLIHOCAUUX NPOMOKO8 U B03MOICHOU (ePpMUNBHOCIU Y MYICHUH C MYKOBUCUUAO30M.

Karouesnie caosa: mykosucyudos, cen CFTR, myscckoe becnaodue, 06cmpyKmueHas azo00cnepmust, CHepmMamoeHes

Jlas yumuposanus: Penuna C.A., Kpacosckuii C.A., Poxcusanog P.B. u dp. Andponoeuueckoe o6credosanue nayueHmos ¢ 1e204Holl U cme-
wanHot ghopmamu mykogucyudosa. Andpoaoeus u eenumansas xupypeus 2018;19(2):31-39.
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Andrology examination of patients with pancreatic-sufficient i

and pancreatic-insufficient cystic fibrosis =

S.A. Repina®?, S.A. Krasovsky’, R.V. Rozhivanov’, T. M. Sorokina’, L.V. Shileiko’, M.I. Shtaut', L.F. Kurilo', G.V. Shmarina’, e
T.A. Adyan®?, N.Y. Kashirskaya', A.V. Polyakov', V. B. Chernykh’? =

'Research Centre for Medical Genetics; 1 Moskvorech’e St., Moscow 115522, Russia; <

2Department of molecular genetics and cell genetics, N.1. Pirogov Russian National Research Medical University, =

Ministry of Health of Russia; 1 Ostrovityanova St., Moscow 117437, Russia; =

’Pulmonology Research Institute; Federal Medical Biological Agency; 28 Orekhoviy Ave., Moscow 115682, Russia; :

“National Medical Research Center of Endocrinology, Ministry of Health of Russia; 11 Dmitriya Ul’vanova St., Moscow 117036, Russia =
=

Introduction. Cystic fibrosis (CF) is common monogenic disease resulted from CFTR gene mutations. A most of CF male patients are infertile -
due to the obstructive azoospermia, however, the mechanisms of the reduced fertility in male patients without the obstruction of seminal =
ducts, also as the influence of CFTR genotype on their development is understudied. :

Objective is to assess an influence the effect of CFTR genotype, clinical form of CF and age on men reproductive system organs, fertility, and
testosterone level and semen parameters in male patients with CF.
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Materials and methods. We examined 71 Russian men (17—39 years old, mean 24.9 + 5.3) with CF (pancreatic-sufficient, n = 34, and
pancreatic-insufficient, n = 37). Clinical, andrology, laboratory and instrumental examination, including scrotal ultrasonography, bio-
chemical semen, and hormonal analyses were performed.

Results. Testicular hypoplasia was reveled in 40,5 % CF patients. Diffuse alterations of epididymis, of epididymal and/or testicular cysts
were detected in 62 % patients; 10 % of the patients presented symptoms of hypogonadism. As many as 88 % patients showed spermiologi-
cal signs of bilateral obstruction of seminal ducts at the level of the vas deferens and epididymis, aplasia of the seminal vesicles (azoosper-
mia, oligospermia, low pH and fructose level of the ejaculate). Pancreatic-insufficient CF is an unfavorable prognostic sign for the obstruc-
tion of vas deferens, morphological changes in the scrotum. Patients until 25 years (23 %) as 3849+ 10kb C>T mutation’s carriers (72 %)
significantly more frequently presented preserved vas deferens.

Conclusion. Pancreatic-sufficient CF, young age and 3849+ 10kbC>T mutation are favorable factors presented preserved vas deferens and

the possible fertility in men with CF.

Key words: cystic fibrosis, CFTR, male infertility, obstructive azoospermia, spermatogenesis

For citation: Repina S.A., Krasovskiy S.A., Rozhivanov R.V. et al. Andrology examination of patients with pancreatic-sufficient and
pancreatic-insufficient cystic fibrosis. Andrologiya i genital’naya khirurgiya = Andrology and Genital Surgery 2018;19(2):31—39.

BsepeHue

Myranuu reHa CFTR (cystic fibrosis transmembrane
conductance regulator) — onuH 13 HanuboJiee YaCThIX TeHe-
TUYECKUX (PaKTOPOB My:KcKoro oecrutogus [1—3]. Hamuuue
2 MyTaluii IPUBOAUT K Pa3BUTUIO MyKOBHUCIIMIO3a WU ac-
COLIMMPOBaHHBIX 3a00neBaHuit (CFTR-11aTuii): BpoXIeH-
HOI IBYCTOPOHHEM arjla3uu CEMSIBBIHOCSILIUX IIPOTOKOB
(congenital bilateral aplasia of vas deferens, CBAVD), u3o-
JIMPOBAaHHOI OOCTPYKTUBHOI a300CIIEPMUU, XPOHUYECKO-
ro MaHKpeaTuTa, TMCCEMMHUPOBAHHBIX OPOHXOIKTA30B.
BoInensioT 1eroyHyo 1 cMellaHHYIOo (C MTaHKpeaTu4ecKoi
HEIOCTAaTOYHOCTHIO) (DOPMBI MyKOBHUCLIMI03a. Y 97—98 %
MYXUMH ¢ MYKOBHCIIMIO30M M Y BCEX IMAIIMEHTOB C CUH-
npomoM CBAVD HabOmomaercss OecILIOAME BCIICICTBUE
0OCTPYKTUBHOI a3zoocriepmuu [3—5].

Ien CFTR pacnionaraercst Ha xpoMocoMme 7 (JIokyc 7q31.2),
uMeeT pa3mep 0koo 250 T. 1. H. ¥ COCTOUT U3 27 3K30HOB
[1, 4, 6]. benox TAM®-3aBUCHMOro XJIOPHOTO KaHaja,
KOIUPYEMbIi TaHHBIM TE€HOM, YYACTBYET B PETYJISLIMU
TpaHCMEeMOpPaHHOTO TpaHCHOpPTa XJIopa, HaTpuUsl, OuKap-
OoHaTa 1 Apyrux MOHOB [4, 6]. XJIOpHbIi1 KaHaJ pacioia-
raeTcsl Ha almMKaJbHOW IMOBEPXHOCTU MEMOpaHbI 3ITUTE-
JIMAJIbHBIX KJIETOK ¥ COCTOUT U3 2 AT®-ruApOIUTUIECKNX
(HYKJIEOTUI-CBSA3BIBAIOIINX) TOMEHOB, PEryJISITOPHOTO
JIOMeHa U 2 TpaHCMeMOpaHHBIX ToMeHOB. [IpuunHoii Ha-
pyLIeHUs pabOThI XJIOPHOTO KaHaja SIBJISIOTCS MyTalluy
WM COYETaHUS MOJUMOPDU3MOB (KOMILUICKCHBIE aJlJICN)
Brede CFTR [1]. B 3aBucuMOCTH OT CTeIIEHU HapyLICHUS
nponykuuu/dyHkurnonupobanus o6enka CFTR myranuum
BreHe CFTR ronpasnessioT Ha «TSBKeJIble» U «MsTKue». s
JIETOYHO (hOpMBI MYKOBUCIIMI03a XapaKTePHbI TeHOTUITBI
¢ HammuueM 1 unu 2 «msarkux» CFTR-mytanumid. JIins cme-
IIaHHOM (POPMBI XapaKTepHO HATUYUE 2 «TSKEJIBIX» MY-
tanuii [1, 7].

Hapymenue GepTUIbHOCTH Y OOJBITMHCTBA MYKYMH
C MYKOBHCIIMIO30M BO3HMKAET B pe3yJIbTaTe HapyIICHMS
MPOXOIUMOCTH CEMSIBBIHOCSIIINX ITyTel BCJICACTBUE arljia-
3UM CEMSIBBIHOCSIIIMX IMPOTOKOB, CEMEHHBIX ITy3BIPHKOB,
smuaaumuca [3]. CeMsIBBIHOCSIIIME ITPOTOKU UMEIOT Hau-

0OJIBIIIYIO YyBCTBUTEIBHOCTD K CHYKEHUIO JOJIU (PYHKIIU -
OHAJIbHOTO OeJIKa XJIOPHOIO KaHalla, KOAUPYEeMOIo FeHOM
CFTR, nosToMy IoOpaxkaroTcs B IEPBYIO 0Yepeab [0 CpaB-
HEHUIO C APYTUMU OpraHaMu U TKaHSIMU-MUIIEHSIMU 111
nmaHHoro reHa [1]. Hapyenue ¢pepTUIbHOCTH Y My>KUUH
6e3 mykoBuciuaoiza/CBAVD, uMmeomux MyTaluy reHa
CFTR, gaiie noapa3yMeBaeT MaTO300CIEPMUIO, CHIKEH-
HOE KOJIMYECTBO CIIEPMATO30UIOB U UX XYILIUE CBOMCTBA
[1, 8—10].

Ienb uccaenoBaHus — U3yYUTh BJIMSIHUE TEHOTUIIA 110
reny CFTR, xnuHndeckoii (hopMbl MyKOBUCLIMA03a Y BO3-
pacTa Ha My>KCKYIO PEIIPOAYKTUBHYIO CUCTEMY U (hepTHIIb-
HOCTb, TOPMOHAJIBHBIE Y CIIEPMUOJIOTMYECKIE ITOKA3aTE TN,

Mamepuanbl u Memopbl

O6cnenoBaH 71 pocCUICKMT My>XKUMHA ¢ MyKOBUCLIY-
nmo3oM. Bospact mammeHTOB coctaBuia oT 17 mo 39 jer
(B cpemHeM 24,9 + 5,3 roma). [lareHTsI OBLIN pa3neacHbI
Ha 2 TPYNIIBL: ¢ JIerouHoi (n = 34) u cmemanHoi (n = 37)
(opmamu 3a601eBaHUsI, B 3aBUCUMOCTH OT COXPAHHOCTH
(bYHKILIMY MOIXKETYTOUHOM KeJIe3bl.

Bce maumeHTHI 1AM 106pOBOJIEHOE MH(OPMUPOBAH-
HOE corjlacKe Ha y4acTHe B UCCIIEAOBaHUU, KOTOPOE O0-
OpEHO JIOKAJIbHBIM 3TUYEeCKUM KoMuTeToM Poccuiickoro
HALIMOHAJILHOTO MCCJIeA0BAaTEIbCKOrO MEIULIMHCKOIO YHHU-
Bepcurera uM. H. M. ITuporosa.

BbinoyiHeHbl aHAMHECTUYECKOE M IeHEealIorMuecKoe
HCCJIEIOBAaHME, OCMOTD, YJIbTPa3ByKOBOE MCCJIEIOBaHUE
(Y3UM) opraHoB MOILIOHKH, CTAaHAAPTHOE 1 OMOXMMHNUYECKOE
CIIEPMMOJIOIMYECKOE UCCIICIOBAHME Y aHAIM3 YPOBHSI TOP-
MOHOB (T€CTOCTEPOHA) B CHIBOPOTKE KPOBH.

V3U npoBoaunu Ha armmapate Aloka ProSound SSD-a
10 (Hitachi Aloka, SIroHust) ¢ Mcnonb30BaHUEM JIMHEH-
HOTo gaT4yurka ¢ yactoroi 10 MIir.

PesynkraThl CTAaHIAPTHOIO CIEPMUOJIOTUYECKOIO KC-
cleNoBaHMSI U OMOXMMMYECKOTO aHaIM3a ISIKyiIsaTa (Ha
YPOBEHb (PPYKTO3bI, TUMOHHOM KUCIOTHI, 0--TITMKO3UIAa3bI)
OLICHMBAJIM COMIACHO PEKOMEHIALMSIM U HopMaTuBaM Py-
KOBOJCTBa BceMUpHOI opraHM3aliy 3ApaBOOXPAHEHUs
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(2010) [11]. Ucnionb3oBanu KOMMepUYECKHe TUarHOCTUYe-
cKMe Habopbl: M1s1 TMMOHHOM KuciioThl — FertiPro Citric
Acid Test, nist dpykTto3sl — FertiPro Fructose Test, mist
HeUTpalbHOM a-TmoKo3unassl — EpiScreen Plus Neutral
Alpha-Glucosidase, ucciegoBaHue IpoBOAWIN B COOTBET-
cTBUM ¢ poTokojamu ripousBogutens (FertiPro NV, benb-
rus). B kauecTBe pedpepeHCHBIX 3HaUeHU I UCITOJIb30BaHbI
nanHbie T.G. Cooper U COaBT.: ypoBeHb (PPYKTO3HI B Ce-
MEHHOM XUAKOCTU — 13 MKMOJIB (2,4 MT B 35IKYJISTE), JIU-
MOHHOM KUCJIOTHI — 2,4 MKMOJIb (10 MT B 2IKYISITE) U HEli-
TpajbHOM o-rmoko3unassl (20 MME B asikyare) [12].

KoHIieHTpalmio TecTocTepoHa Openessiid Ha aBTO-
maTtudeckom aHanuzarope Vitros ECi (Johnson & Johnson,
BenukoO6puTaHus) METOIOM YCHUJICHHON XeMUTIOMUHEC-
LICHIIMY. YPOBEHb OOIIEro TECTOCTEPOHA MCCIIEeA0BAIU
B 3 aJIMKBOTAax CHIBOPOTKU KpoBU. KpoBb 3a0Mpanu B mpo-
OMpKH TUIIA «BaKyTeHHEP» B yTPEeHHEEe BpeMs HATOLIAK U3
JIOKTeBOI BeHBI. [UIMOroHamu3M AMArHOCTUPOBAIU IIPU
YPOBHE OOIIIETO TECTOCTEpOHA KpoBU MeHee 12 HMomb/ [13].

MoneKyaspHO-TeHETUIECKOE MCCIeNOBaHUE TTPOBE-
neHo Ha reHoMHoit JIHK, BeImeneHHOI M3 JIeHKOLIUTOB
nepudeprdeckoii KpoBu. AHaIM3MpoBaay Hanmuue 30 ya-
cThix MyTanuii B rene CFTR. JI1s1 perucTpaluny TOYEYHBIX
MYTaLUi MCIIOJIb30BAIA METO MYJIBTUILIEKCHOTO aJlIe/Ib-
creurUIHOrO JUTUPOBAHUS C TTOCIENYIONIEH aMIUTn(u-
kanmei (multiplex ligation probe-depended amplification);
HeOOIbIIINE MHCEPIIMOHHO-IEICIIMOHHbIC MyTallK OIIpe-
JeJISITd METOIOM aHaIM3a mouMopdu3Ma JJIMH aMILIu-
¢dunmposaHHbIX ¢pparmeHToB (amplified fragment length
polymorphism), u B ciy4ae HeoOHapy:KeHUS MyTalluu
BoITtoHAM cekBeHupoBaHue JIHK mo Canrepy.

CraTUCTUYECKUIT aHAIN3 PE3YJIBTaTOB OCYIIECTBIISIN
¢ moMolIbio nmporpamMbl StatSoft Statistica 8.0 (Dell Tech-
nologies, CIIIA). CpaBHeHUEe JaHHBIX MPOBOAUIIN, TIPU-
MEHSsISI TOYHBIN KpuTepuii @uiiepa u Kkpurepuii ManHa—
Yurau. CTaTUCTUYECKU 3HAYMMBIMU CUUTAINA Pa3IMUMS
pu ypoBHE BeposgTHocTU p <0,05.

Pe3ynbmambl

B 3apeructpupoBaHHOM WJIM IpaXkIaHCKOM Opake co-
crosut 31 u3 71 (43,7 %) MyX4YMHBI C MyKOBUCLIMIO30M.
W3 aHaMHe3a U3BECTHO, YTO Y 2 TTALIMEHTOB (PEPTUIHLHOCTD
paHee Obl1a coxpaHeHa (0epeMeHHOCTh CYIIPYT B aHaMHe-
3¢). ¥ 3 malMeHTOB ¢ JITOYHOM (DOpMOIi MyKOBUCITMAO3a,
MMEBIIMX a300CIEPMMUIO, TTOCJIC YCIICITHOM TECTUKYISIPHON
OMOIICUU U IIPOXOXKIECHUS IIPOrpaMM SKCTPaKOPIIOpaib-
Horo ortonoTBopeHus (BKO), NCIIONB3YIOIINX TEXHOJIO-
TUIO0 MHTPALIUTOIIa3MAaTHUECKOM MHBEKIIUM CIIEPMAaTO30-
una (intracytoplasmic sperm injection, ICSI), y cymnpyr
HaCTyIMIa 06 peMEHHOCTD M POIMIIMCH 300POBBIC IETH.

¥ Bcex mareHTOB pa3BUTHE ITOJIOBBIX OPIraHOB COOT-
BETCTBOBAJIO BO3pacTy U nojy. Y 21 % naiueHToB B aHaM-
Hese ObUTH ITaxoBasi rpbika (n = 9), Bapukouese (n = 4),
ruapoliesie (n = 2), KpUOTOpXu3M (1 = 1), IepeKpyT sIud-
Ka (n = 1); 6 mMaUMEHTOB C IIAXOBOIl IpbDKEl MMEIN
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cMelraHHyIo (opMmy MykoBucIMI03a. CpemHUil BO3pacT
HacTyruieHus nmyoeprara coctaBui 15,0 + 1,8 roma (y ma-
LIMEHTOB C JIErouHoit popmoii — 14,6 = 0,8 roma; co cme-
1maHHoi ¢opmoii — 15,4 + 1,7 rona). I[TyGeprat ObLI 110311~
HuM (no3xe 14 ner) y 54 % nauueHToB —y 43 % (n = 6)
MaLIEHTOB ¢ JIETOYHOI popMmoii 1y 65 % (n = 17) co cMe-
LIaHHOM (POPMOIT MYKOBHUCIIMI03A.

VY3U opraHoB MOILLIOHKH MPOBEACHO y 35 MaleHTOB.
Cpennuii oobeM simdek cocraBwia 27,4 £ 7,8 cm® (1eBoe
amako — 13,0 £ 4,0 cm?; mpaBoe — 14,4 £ 4,3 cm?) (puc. 1).
OIHOCTOPOHHSISI WJIA ABYCTOPOHHSISI TUITOILIA3KUSI SIMYEeK
BbisiBlieHa y 40,5 % nauyeHTOB ¢ MyKOBHUCIIMIO30M, HEM-
HOT0 Yallle y IMAlIMeHTOB CO CMEIIaHHOM (POpMOIi, 4eM ¢ Jie-
rouHoii — 41,7 % nporus 38,5 % (cMm. Tadbauiy). Mopdo-
JIOTUYECKME M3MEHEHUS OTMeUYeHBl y 62 % NalUeHTOB.
Juddy3Hbie M3MEHEHUS STTUINIUMUCA U KUCTBI STTUI-
JUMMca U/WiK ssudek ooHapyxeHbl y 33,3 1 23,0 % coot-
BETCTBeHHO; Y 11,4 % malmeHTOB MPUCYTCTBOBAIM 00a
U3MEHEeHUs. Y MaluyeHTOB cO CMelllaHHOM (opMoil vallle,
4yeM y OOJIBHBIX C JIETOYHOI hopMoii (66,7 % ripotuB 53,9 %)
obOHapyxkeHbI TG y3HbIE U3MEHEHMS IPUIATKOB, KUCThI
SIMYEK VI TIPUJATKOB simdeK. Y 2 MykumH (Y 1 ¢ 1erouHoit
ny 1 cocMemaHHOi ¢hopMoOii MyKOBUCIIUI03a) TP 00-
CJIeI0BAaHUM BBISIBICHBI 0ObeMHbBIE OOPa30BaHMS SIMYEK.
[Ipu 1ONOJIHUTEILHOM aHAPOJIOIrMYECKOM 00CIeI0BAHUN
(MarHuUTHO-pe3oHaHcHass Tomorpadus (MPT) opraHoB
MOIIOHKM, aHAJIN3 HAJIMYMSI OHKOMAapKEPOB: JTaKTaTACT 1~
JIPOreHasbl, XOPUMOHMYECKOIO FOHaAOTPOIIMHA YeIOBEKa,
anbda-¢eTonpoTernHa) JaHHbBIX, YKa3bIBAIOIINX Ha HAJTA-
Yyrie HOBOOOpa30BaHU1 TECTUKYJI, HE TOJIydeHO (pe3yJib-
TaTbl UCCJICA0BAHUS HE IIPUBEICHBI).

CraHzapTHOE CIIEPMUOJIOTMYECKOE UCCIIEIOBAHMUE BhI-
IOJIHEHO Y 69 MaLIMEeHTOB; M3 HUX Y 5 — ABYKpaTHO (y 3 ¢ jie-
TOYHOI (POPMOI My 2 cO CMEILIAaHHOIA); 2 MalMeHTa CO CMe-
LLIAHHOM (POPMOI MyKOBUCLIMIO3a HE CMOTJIN CIATh ISIKYJISIT.

1 50 14,0-48,2
S 40 10,2-40,3
§ 7,0-28.8
3 30
s 49-240_
% 20 7,0-19,4 53-20,6
s
g 10
O
©
126 146 272 128 13,7 266

NerouHas dopma /
Pancreatic-sufficient

CmelaHHas dopma /
Pancreatic-insufficient

I NeBoe Aanyko / Left testicle
MpaBoe Anyko / Right testicle
O6wwuin obbem Tectnkyn / Total volume of the testicles

Puc. 1. Obsem mecmukyn y mMyscuut ¢ 1e204HOU U CMEUAnHoU gopmamu
MyKogucyudosa. Pezyasmamot npedcmasnenvl 6 8ude cpeOHUX 3HAUEHULL C YKa-
3aHuem ouanazona (MUHUMAAbHOe — MAKCUMAAbHOe 3HaeHUe)

Fig. 1. Testicular volume in men with pancreatic-sufficient and pancreatic-
insufficient cystic fibrosis. The results are presented as averages with a range
(minimum—maximum)
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HU3MeHeHUs MYNCCKUX NON0BbIX OP2AHOB, BbIAGACHHbIE NPU YIbMPA3EY-
K0BOM UCCACO08AHUL Y NAUUCHMO8 C Ne20YHOU U CMEeUWAHHOU hopMOil
MyKosUCUUd03a

Changes of male genital organs revealed during ultrasound examination
in patients with pancreatic-sufficient and pancreatic-insufficient cystic fibrosis

Number of patients

C JIErOYHOI CO CMEIAHHOMI

Structural ch
MU dhopmoii, n =13  dopmoii, n = 24

OnHO-/ABYCTOPOHHSIS
TUIOIUIA3Usl SUYEK
Unilateral/bilateral testicular
hypoplasia

38,5 41,7

Junddy3Hbie nUBMEHEHUsT
TNPUIATKOB IUYEK

Diffuse changes of testicular
appendages

23,0 33,3

Kuctel snuauanmuca
/WA TUYeK

Epididymal or/and testicular
cysts

15,4 25,0

Huddy3Hble U3MEHEHUS
NPUIATKOB SUYEK +
KUCTBI SIMUAUIAMUACA
W/VJTA STTYeK

Diffuse changes of testicular
appendages + epididymal
or/and testicular cysts

15,4 8,3

OnurocnepMus ¥ a300CTIEPMUST/KPUIITO300CIIEPMUST
BBISIBJIEHBI COOTBETCTBEHHO B 80 1 88,4 % 00pa31ioB 35Ky~
JsgTa. OJUro-/acTeHO300CIEPMUST 1 HOPMO30OCIIEPMUST
0OHapy>XeHbI COOTBETCTBEHHO y 7 U | TalieHTa; Bce OHU
MMeJIH JIETOYHYIO (pOpMY MYKOBUCLIMI03a. A300CTIEpMUS
M KPUITO300CIepMUsl 3a(UKCUPOBAHbI COOTBETCTBEHHO
y 26 (78,8 %) mauueHnToB ¢ jaerouHoi u'y 33 (100 %) c ne-
TOYHO-KUIIeYHOM popMoii. OnurocriepmMust oOHapyKeHa
COOTBeTCTBeHHO B 76,7 1 100 % 00pa31ioB JaHHBIX IPYIIIL.
BhISIBIIEHO CTATUCTUYECKM 3HAYMMOE pa3IMuKe BCTpeya-
€MOCTH a300CIePMUU,/KPUIITO300CIIEPMUN U OJIUTOCIIEP-
MMH Y HALUEHTOB ¢ pa3HbIMU (popMaMK MyKOBMCIIMA03a
(p = 0,002). Takum 00pa3oM, YCTaHOBJEHO, YTO YacTOTa
COXpaHEHUsI MMPOXOAUMOCTU CEMSIBBIHOCSIIIUX ITyTel 3a-
BHCEJIa OT KIMHUYECKOU (hOpMBI 3a00JI1eBaHUSI.

«Msrkue» hopMBbI ITaTO300CIIEpPMUM (1 = 7) WIM HOP-
MoszoocriepMmus (n = 1) BbISIBJIEHBI Y 8 13 14 maliueHTOB
¢ mytammeit 3849+ 10kbC>T, xapakTepHOi1 1151 I€TOIHOM
¢dopMbl MykoBUcLII03a. JJaHHas MyTalusl oOHapyKeHa
vy 9,8 % nalmeHTOB C 00CTPYKIIMEH CEMSIBBIHOCSIIMX ITyTei
ny 100 % nanueHToB 6€3 00CTPYKIIMU (pucC. 2). Y 2 MyX-
yuH ¢ MyTaumei 3849+10kbC>T 6epeMeHHOCTb Cynpyru
B aHaMHe3¢ HACTYIIMJIa €CTeCTBEHHBIM IyTeM, 1 GepeMeH-
HOCTb 3aKOHYWJIACHh POAAMH, a 2-s IpepBaHa MEIULIMH-
CKMM abOpPTOM 110 XKeJIaHUIO.
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Puc. 2. Yacmoma obcmpykyuu ceMagbHOCAUUX NPOMOKO8 Y NAYUEHMOE
€ MYKOBUCYUOO30M, UMEIOWUX U He umerouux mymavuto 3849+10kbC>T
(p <0,0001). Pacuem evinoanen na epynne u3 69 nayuenmos, NOCKOAbKY
¥ 2 nayuenmos 359KyAsim He NoAyHeH

Fig. 2. Frequency of obstruction of the vas deferens in patients with cystic
fibrosis who have and do not have mutation 3849+ 10kbC>T (p <0.0001).
The calculation was performed on a group of 69 patients, as in 2 patients
ejaculate was not received

YacToTa cOXpaHEeHUs IIPOXOAMMOCTY U HAJIUYUSI IBY-
CTOPOHHEN 0OCTPYKIINM Vvas deferens 3aBUceNa OT Bo3pacTa
mareHToB (puc. 3). Cpeay manreHToB B Bo3pacTe oT 17
10 24 net (n = 36) «Msarkue» GopMbl IaTO300CIEPMUN
BhisiBIIeHBL Y 4 (11,4 %), HOpMaJIbHBII 00bEM ISKYIISTA —
y 8 (22,9 %). Cpeau maLMeHTOB B BO3pacTe 25 JIeT 1 CTaplie
(n = 32) «MsrKue» (HOpMBI ITaTO300CTIEPMUN JUATHOCTH -
poBaHbl y 3 (9,7 %), HOpMaJIbHBIIA 00BEM ISIKYIATA — Y 4
12,9 %).

M3MeHeHMs B OKa3aTesIsIX CIIEPMOTPaMMBI Y IIOBTOP-
HO CIABIIMX SKYJIAT (C MHTEPBaIOM 1—5 JIeT) TO3BOIMUIN
KOHCTaTMPOBAaTh yXyIIIeHUE MoKa3aTeseil dIKysTa, y 2
U3 5 MalMeHTOB — YMEHbBIIIEHE 00beMa (OJIUTOCIIEPMHUIO).
V 2 myxuuH ¢ mytauueit 3849+ 10kbC>T, y KOTOpBIX AU-
arHOCTUPOBaHa a300CIIepMUsl, B aHaMHe3¢ OTMe4eHa Oe-
PEMEHHOCTD CYIIPYTH.

Buoxumuyeckoe vcciaegoBaHue CEMEHHOM XUIKOCTH
BBINOJIHEHO y 27 mauneHToB. CHUXKEHUE YPOBHS (DPYKTO-
3bl 0OHAPYKEHO B 26 (96 %) 13 27 06pa31oB, HEATPaIbHOI
o-Tmoko3uaasel — B 16 (73 %) u3 22, uurpata — B 8 (50 %)
n3 16. DT0O yKa3bIBaeT Ha HEMTPOXOAMMOCTD CEMSIBBIHOCS -
IIMX IIPOTOKOB, aIUIa3ui0 WIM TMIIOIUIA3UI0 CEMEHHBIX
ITy3bIPKOB 1 HapyIIeHKEe CEKPELIMH MPEACTaTeIbHOM XKele-
3bl y MY>XKYMH C MyKOBUCLIMA030M. Habmonanu BeipaxkeHHOE
CHIXEHUE YPOBHSI (DPYKTO3bI Y MALIMEHTOB CO CMELIAHHOM
(GopMOiT MyKOBUCLIMA03a. Y OCTAJIbHBIX MYKUYUH OMOXH-
MMYECKOE UCCIICI0BAHUE DSIKYJISITA HE BBIIIOJTHEHO BCJICI -
CTBHE HEIOCTYIHOCTU OMOJOTMYECKOro Marepuaia Wiu
Majioro oobeMa 3sKyJisiTa.

YpoBeHb OOIIEr0 TeCTOCTEPOHA B CHIBOPOTKE KPOBU
onpeneseH y 32 nanyeHtoB. CpeTHUI ypOBEHb TECTOCTEPO-
Ha coctaBu 19,1 * 5,7 amonb/71 (HopMma 12,0—33,3 HMomb/1).
CHIKEeHME 3TOro IToKasareist umesto Mecto B 3 (9,7 %) ciy-
yasix (y 1 MyXXUuHBI C JIETOYHOM (hopMOi1 MyKOBUCIIIO3a
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Puc. 3. O6sem ssKy19ma y nayuenmos ¢ MyKosucyuoo3om pasHoeo 603pa-
cma. XKeamoim yeemom 0603naueHs: noKkazamenu NAYUEHMOS ¢ N€204HO
hopmoii MyKosucuudosa, 204y66im — co CMEUAHHOU hopmoii

Fig. 3. Ejaculate volume in patients of different ages with cystic fibrosis. Yellow
color indicates the characteristics of patients with pancreatic-sufficient form
of cystic fibrosis, blue color — pancreatic-insufficient form

My 2 CO CMEIIaHHOM); U3 HUX IBYCTOPOHHSISI TUIIOILIA3MS
TECTUKYJI OTMEUEHAa y 00OMX MALIMEHTOB CO CMEIIIaHHOM
(opMoii MyKOBUCLIMIIO3a 1 HE OTMEUEHA Y MalleHTa C Jie-
TOYHOI (DOPMOIi.

06cy:xpenue

Pe3ynbTrathl pecTaBISeHHOrO U MPEAbLIYLINX UCCIIe-
nmoBaHuii [1, 14, 15] cBUIETEIBLCTBYIOT O TOM, YTO MYTaLIUK
B reHe CFTR He BiusioT Ha Iud@epeHINPOBKY II0ja
Y BHYTPpUYTPOOHOE pa3BUTHE TTOJIOBBIX OPTaHOB. Y MYKUMH
C MyKOBHCLIMIO30M Ha0JII01aeTCsI HE OTCYTCTBHE, a aIljia-
3Us1 CEMSIBBIHOCSIIIUX MPOTOKOB. Hanuuue emMHUYHBIX
CIIEPMATO30MI0B B 3SKYJISITe MOXET CBUIACTEIbCTBOBATh
0 HEIOJIHOM HapyLIEHUH IPOXOIUMOCTH CEMSIBBIHOCSIIIMX
IIyTeil, a MPOrpeccUpoBaHUE MTOPAXKEHMSI CEMSIBBIHOCSIIIIMX
IIPOTOKOB U CEMEHHBIX ITy3bIPHKOB C BO3pacTOM TpeOyeT
JaJIbHEMIIIEero UCCIeA0BaHMS TATOTEHETUUECKUX MEXaHU3-
MOB OOCTPYKLIMM MpY MyKoBUcLIMao3e 1 cuHapome CBAVD.

OueBUIHO, YTO Ha (PEPTUIIBHOCTD Y MYXKYUH C MYKO-
BHUCILIMIO30M OKAa3bIBaeT BIMSIHUE HE TOJIBKO OTCYTCTBUE
WIH BbIPAXXEHHOE CHIDKEHME KOJIMYEeCTBa HOPMAaJIbHOIO
oenka CFTR, HO 1 comyTcTBYIOIIAsl aHTUOMOTUKOTEpArysl,
HU3KUI MHIEKC MACChI TeJa U IpYrie FTeHETUYECKUE U Cpe-
noBbie (pakTophl. HeraTuBHOE Bo3aeiicTBIE MyKOBUCIIM-
032 Ha IOJIOBYIO CHUCTEMY Y MaJb4MKOB-IIOIPOCTKOB
C MYKOBHCLIMIO30M IPOSIBIISIETCS U 3aA€PXKKOI II0JIOBOTO
co3peBaHMs B cpeagHeM Ha 1—1,5 roga. OgHako 3agepxka
IOJIOBOTO CO3pEeBaHMsI HAOIIOAAeTCsI HE Y BCEX U 3aBUCUT
oT (hopMbI MyKOBHCIIMI03a U reHoTuna. [To3gHuii mydep-
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TaT OoJyiee XapaKTepeH IJisS MAllMEHTOB CO CMeEIIaHHOM
¢opmoit MyKOBUCIIIO3a M HU3KUM MHIEKCOM MACCHhI Te-
JIa, TIOCKOJIbKY ITPY TUIIOTPODUN METa00IM3M CTEPOMIHBIX
ropMoHoB 3amemisiercs. Ilo pesynsratam Y3U opraHoB
MOILIOHKM ¥ MaJIOTO Ta3a, BBIIOJHEHHOTO Y MaJbuMKOB
¢ MYKOBMCLIMIO30M B BO3pacTe OT 2 10 12 JIeT, CeMeHHbIe
Iy3bIPbKU BBISIBJICHBI ¥ 5 u3 12 marueHToB (y 8 u3 16
B KOHTPOJIE), B TO BpeMsI KaK JBYCTOPOHHIOIO aIljIa3uio,/TH-
MOTUIa3UI0 CEMSIBBIHOCSIIUX ITPOTOKOB U CEMEHHBIX ITy-
3bIPBKOB JMAarHOCTUPYIOT Oosiee yeM y 98 % B3pOCIIbIX
MYXYMH C MYKOBUCLII030M [14].

Hamu BbISIBIeHA CTaTUCTUYECKM 3HAYMMAasl 3aBUCH-
MOCTb COCTOSIHUSI PEIIPOAYKTUBHOM CUCTEMBI OT (DOPMBI
MYKOBUCIIMIO3a, TCHOTHUIIA, Bo3pacTa nauueHToB. Hamm-
que B TeHOTHIIE 2 «TsKeabix» CFTR-MyTalmii («TsKeaoro»
TeHOTUIIA), CMeIlIaHHas (hopMa MYKOBUCIIMI03a SIBIISIIOT-
¢sI HeOJ1arONPUSITHBIMU TIPOTHOCTUYECKUMU MMPU3HAKaMU
B OTHOLLIEHUU OOCTPYKIIMU CEMABBIHOCSLIHUX ITyTEN U MO~
BBIILICHUS YaCTOTHI MOP(OJIOrnYeCKUX MU3MEHEHMI opra-
HOB MOIIIOHKU. JIerouHas (popma MyKOBUCLIA03a, MOJIOIOM
Bo3pacT, Hanmmuue Mytaruu 3849+ 10kbC>T — Gnaromnpu-
SITHBIE (PAKTOPHI IJISI COXPAHEHUS TIPOXOAMMOCTHU CeMSI-
BBIHOCSIIIMX MyTeil ¥ DepTUIBHOCTH Y MYXXUMH C MYKO-
BUCLIMIO30M.

B npyrux uccienoBaHUsAX TaKKe OTMEUYEHBI TECTUKY-
JISPHBII MUKPOJIWUTHA3 Y TTALIMEHTOB CO CMEIIaHHOM (op-
Mol MyKoBHCITIMI03a (B 4 13 18 TecTuKyn y 12 MaIbunKoOB),
HaJIM9Me KUCT, TUIIO- WM TUIIEPIXOTEHHOCTh T'OJOBKU
snuauarMKca (IIpU CMeIlIaHHO# (hopMe — B 5 u3 18 TecTu-
KyJ1, TIpK JierouHoi ¢dopme — B 1 u3 6) [14]. Ipu kiHu-
YeCKOM 00CIeOBaHUM 25 MYXYMH C MYKOBUCLIMI030M
YCTaHOBJICHBI XapaKTePHbIC aHIPOJIOTMUYECKIE HAPYIIICHYS:
OTCYTCTBHE XBOCTA IMMININMICA ¥ CEMSBBIHOCSIITUX ITPO-
TOKOB, a300CIIepMMUSI, OJTUTOCTIEpMUS U HU3Kuii pH, HU3-
K€ ToKa3aTeJIM MapKepOB CEMEHHBIX ITy3bIPHKOB U ITPH-
JaTKa siM4yka, IpU 3TOM OTMEUEH HOPMaJbHBII 00beM
TeCTUKYJI [16]. ABTOpBI HE BBISIBWIM B3aMMOCBSI3b MEXKITY
XapaKTePUCTUKOU 3SKY/ISITa M TEHOTUIIOM, 3apETUCTPUPO-
BaJIM HOpPMaJIbHBIE ITOKAa3aTelUd CEKPETOPHON (DYHKIIMU
MpencTaTeNIbHOM XKese3bl (YpOBEeHb TUMOHHOM KUCIOTHI).
YV o06ciienoBaHHBIX HAMU MALlMEHTOB ¢ MYKOBUCIIMI030M
TakxXe oOHapyKeHbI XapakTepHbie Y3U-Tipu3Haku Hapy-
LIEHUS TTPOXOIUMOCTHU CEMSIBBIHOCSIINX ITyTeH M CeKpe-
TOPHOM (PYHKIIMU TIPUIATOUYHBIX ITOJIOBBIX XKejie3 (TUIT0-
I1a3us ssndek, nuddy3Hble U3MEHEHMS IPUIATKOB SIMIEK,
KUCTBI TIPUIATKOB U/WIN SUYEK), CIIEPMHOJIOIUIECKUX
rokasaTeJieii (a300crepMusl, oIurocriepMust, Hu3kuii pH),
OHMOXMMMYECKUX MToKa3aTesieil CEeMeHHOM XXUIKOCTU (HU3-
KUit ypoBeHb (PPYKTO3HI), AMUININMICA (HU3KUI ypOBEHb
0-TIIOKO3UAa3bl) U TIPEACTATEIBHOM Kene3bl (HU3KU
YPOBEHb JIMMOHHOM KUCIOTH) [17, 18].

Myrtamst 3849+ 10kbC>T oTHOCHUTCS K «MSITKUM» MY-
taumsiMm TeHa CFTR. Y Hocuteneil 1 KOMIayH/I-TeTepO3UTOT
10 JAHHOW MYTallu B COYETAHUY C «TSXKEJIOM» MyTaluei
MOTYT OBITh COXpaHEHBI ITPOXOIUMOCTH CEMSIBBIHOCSIIITNX
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nyTel ¥ penpoaykTuBHas pyHKUwMs [1, 7]. Y GonbImHCcTBa
00cIe10BaHHBIX HaMU HocuTesieit myTaimu 3849+ 10kbC>T
TaKXe COXpaHeHa MPOXOAUMOCTh CEMSBBIHOCSIIINX
IYyTEH.

Bo3spacTHoii (pakTOp HEeraTUBHO BIMSIET HA COCTOSTHUE
PENpPOAYKTUBHOI CHCTEMbI MHOTMX MTALIMEHTOB C HapyIlie-
HUEM (ePTWIBHOCTU, B TOM YHCJIE My>KIYMH C MyKOBHCII-
nmo3oM. Tak, y 6oJiee MOJIONIBIX Yallle HaOII0AaI0TCsT MATKIE
(bopMBI TTATO300CIIEPMUH U COXPAHHBIN 00BEM ISKYJIISITA,
CBUIETEJILCTBYIOIINE O TTPOXOIUMOCTH CEMSIBBIHOCSIIIINX
MyTe ¥ HOPMAaJIbHOM CeKpPeTOPHON (DYHKIMHU MOJTOBBIX
keje3. HeratuBHbIE MI3MEHEHMS B CTIEpMOTpaMMe YKa3bl-
BalOT Ha BO3MOXHOE YXyIIIIEHHE ee IToKa3aTeJIei ¢ Bo3pa-
cToM. BBIsSIBJICHHOE CHIDKEHME KOHIICHTPALIMU TECTOCTE-
poHa y 10 % MyX4uH ¢ MYKOBUCLIMIO30M YKa3bIBaeT
Ha HaJIMYKME TMIIOTOHAaM3Ma, OMHAKO BOIIPOC O HEOOXO-
IUMOCTH Tepaluu IpernapaTaMy My>KCKHX TTOJIOBBIX TOp-
MOHOB OCTaeTCsl OTKPHITHIM [19].

C mosiBJIeHEM HOBBIX IIOAXOI0B B JICUCHUH, BKITIOUYAS
TeHOTEPaIuio, MeIaHa MPOIOKUTSIBHOCTHU XXU3HU T1a-
ueHToB ¢ MyKoBucinao3oM B CIIIA, 3anagHoii EBpore,
MockBe, MOCKOBCKOT 00/1aCTH YBEIUYMUIACH U TTPUOIIN-
3uiach K 40 rogam [4, 20]. Bo3pociio yncio MyK4uH, 10-
CTUTILHX PEIPOIYKTUBHOIO BO3pacTa, M BO3HUKIIM BOIIPO-
Chl 00 UX PENpPOLYKTUBHOM M CEKCYaJbHOM 3I0POBELE.
Bonpoc o ¢epTWILHOCTH U KOHTpaUENUUU Y MYXYUH
C MYKOBMCIIMIO30M JOJIKEH OBITh ITOCTaBjieH B 16—18 ser
[8]. PekoMeHmoBaHO 00CIEIOBAHIE COCTOSTHUS PEITPOIYK-
TUBHOM CUCTEMBI MAJTbUYMKOB C MyKOBUCLIAO30M C 12 JIeT,
TaK KaK XapaKTepHO paHHEe BO3HUKHOBEHUE YPOTCHUTAITb-
HBIX aHOMAJTWI 1 UX IporpeccupoBanue. [1pu coxpaHeHHOI
(hepTWIBHOCTY Y MAIBUMKOB-MOAPOCTKOB C MYKOBMCIIH-
JI030M MOXET OBITh PEKOMEHI0BaHA OIIeHKA B TMHAMUKE
rnokasareseil cliepMaroreHe3a U IIpU MX YXYAIICHUH —
KPUOKOHCEPBAaLIMsI CIIEPMAaTO30MA0B ISl ITOCICAYIOLIEIO
JETOPOXIEHUS C TIOMOIIIBIO BCIIOMOTATeIbHBIX PEITPOIYK-
TUBHBIX TexHoJorui1 (BDKO/ICSI).

ComracHo NoJly4eHHBIM HaMU cBeaeHUuSM, 44 % B3po-
CJIBIX MYKUMH ¢ MYKOBUCLIMI030M COCTOSLTH B O(DUITHATb-
HOM WJIM TpaXIaHCKOM Opake, Majoe MX YMCJIO MMEeT
cOOCTBeHHOE MOTOMCTBO — 7 %. B Benuko6puranuu 26 %
MYXUMH ¢ MyKOBUCLIMIO30M COCTOSIT B Opake, 1 TOJIbKO
y 1,3 % ectb netu [21]. CyliecTBYeT HECKOJIBKO BADUAHTOB
TOJIy4YeHUS TIOTOMCTBA Y MAIIMEHTOB C MYKOBUCIIUI030M:
1) caMoIIpou3BOJILHOE; 2) C TIOMOIIIBIO BCITOMOTATEIbHBIX
PEeNPONYKTUBHBIX TEXHOJOTHN (OMONCUM SIMYEK JIS
noy4eHus crepMaTo3onngoB u nporpamm SKO/ICSI);
3) UCKYCCTBEHHOE OIJIOAOTBOPEHUE JOHOPCKOM CIIEPMOIA;
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4) yceiHOBNIeHUE. MccnenoBanue, mpoBeaeHHoe Bo MpaH-
LMY, TIPOAEMOHCTPUPOBATIO XOPOIIyio 3(hGhEeKTUBHOCTD
npuMmeHeHus: 9KO/ICSI B mapax, roe MyxXdnHa OoJieH
MYKOBHUCIIII030M, — B 40 % ciydaeB HacTymaua GepeMeH-
HOCTb, KOTOpasi B 47 % cily4aeB 3aKOHYMJIACH POKAECHUEM
peGenka [16]. BaxHo nmpaBuibHOE BeIeHUE TAKMUX MaLy-
€HTOB, IPUMEHEHME HOBBIX TEXHOJIOTUI JICUeHHsI OeCILIO-
nust, Takux kKak D9KO/ICSI, 4To6kI ¢ ycriexoM CpaBHUBATh
MMOHSTHS Ka4eCTBA U IIPOIOJIKUTEIbHOCTH KU3HU [21].
IIpexoHLenMOHHAs MTPOPUIaKTHKA MYKOBUCLIMIO3a
y HALMEHTOB M CYIPYXECKHX map ¢ MYKOBUCLHIO30M
IpU IUTAHUPOBAaHUU OEPEMEHHOCTH IOJDKHA BKJIIOYATh
MEIMKO-TeHETUYECKOE KOHCYJIBTUPOBAHUE, TaK KaK Y HUX
MOBBIIICH PUCK POXACHUSI peOEHKA ¢ MyKOBUCIHI030M
[21—23]. PexomeHayeTcsl MpoBedeHUE aHAIM3a YaCThIX
mytauuii reHa CFTR y cynpyra nmauyeHTa ¢ MyKOBUCLIVI-
JI030M, a B CJIy4ae BbISIBJICHUSI HOCUTEIbCTBA MATOT¢HHBIX
BapuaHToB reHa CFTR — mpoBeleHUe NMpeUMILIaHTaL-
OHHOM 1/WJIY TIpeHaTaJbHOI TUarHOCTUKM (8, 21].

3akniouenue

YV My>X4MH ¢ MyKOBUCIIUI030M Ha0JIIOIaeTCS reTepo-
TEHHOCTb [TOPAXEHUS PEMTPOAYKTUBHOM CUCTEMBI — OT CO-
XpaHHOU (PYHKILIMU OO0 SIBHOrO nopaxeHus. CocTosiHue
PENPOAYKTUBHOMN CUCTEMBI 3aBUCUT OT (DEHOTUITUIECKUX
(Bo3pacrT, cTerneHb MOPaXKeHUsI OPraHOB OPOHXOJIETOYHOM
CHCTEeMBbI) U TeHeTuIecKuX dakTopoB. Jlerounas cdopma
MYKOBHUCIIMIO03a, MOJOIOM BO3pacT, HaJW4he MYTalluu
3849+10kbC>T sBs1I0TCS O1arONPUSATHBIMU (haKTOpaMu
IIJISL COXpaHEHMS TTPOXOAMMOCTU CEMSIBBIHOCSIIUX MyTei
1 (PepPTUIIBHOCTU Y MYKYUH ¢ MyKoBucLMmo3oM. I[Tpu mia-
HUPOBAaHNU OEPEMEHHOCTH PEKOMEHIOBAHO MOJICKYIISIPHO-
TeHeTYeCKoe 00CIeIOBaHUE CYTIPYTY Ha HAJTUIME YaCThIX
mytaumii reHa CFTR, paHHee pelieHre BOIpoca perpomyKLIN.

BrisgBneHHBIE Clydan 00beMHBIX 00pa30BaHU TECTU-
KyJ y TTAIIMEHTOB ¢ MYKOBUCIIMIO30M TPEOYIOT OHKOJIO-
TUYECKOM HACTOPOXKEHHOCTU U IPOBEICHUSI COOTBETCT-
Bytoiero obcienoanus (MPT, omnpeneneHue ypoBHS
JIaKTaTAETUAPOreHAa3bl, XOPMOHUYECKOT'O TOHATOTPOIIMHA
yeJioBeKa, ajibpa-gpeTorporernHa). OcTaeTcsl OTKPBITHIM
BOIIPOC O TOPMOHAJIBHOM TepaIlny y MalleHTOB C MYKO-
BUCLIMIO30M. AJITOPUTMBI BeICHUS 3TUX ITalIUEHTOB C pe-
IIeHUEM MpPOoOJIeM PEMPOAYKIMN TPEOYIOT pa3padOTKM.
[JeropoxneHune y My>KUMH C OOCTPYKLIMEN CEMSBBIHOCSILIMX
IMPOTOKOB BO3MOXKHO ITPY MCITOJIb30BAaHUM BCIIOMOIaTe b~
HBIX PENPOAYKTUBHBIX TEXHOJOTUM (KPMOKOHCEPBALIMU
CIEepPMaTO30MIOB B MOJIOAOM BO3pacTe, OMOICUM SIMYKa
IIJIST TIOJTyYeHUSI cTiepMaTo3ouaoB, mporpaMm DK O/ICSI).
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