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VBaxkaembie koyiern! Ilo uaurnmaruse ®BI'HY MI'HI n O61mepoccuiickoi
oO0ITIeCTBEeHHOMN opranm3anuu «Bcepoccuiickas acconyarus 1151 OOJIbHBIX
MYKOBHUCIIU030M» B 2014 romy ObLT CO3/1aH SKCHEPTHBIN COBET M0 MYKOBHUCITUIO3Y
1 pa3padoTku KoHceHcyca Mo akTyaIbHBIM aclieKTaM 3TOro 3a00JIeBaHMS.
KomuTteTr paboTa mpakTUYeCKu Tpy Tofia Ha/l CO3JaHNeM eIUHOrO JTOKyMEHTa

1 BBIpaOOTKOM apryMeHTHUPOBAHHBIX pellie-HUiA TT0 OCHOBHBIM BOITPOCAM
JIVArHOCTUKM U Teparuu 3adoneBanus. [To mepe co3nanus oTAeabHBIX (pparMeHTOB
OCyIIIeCTBIsAIach ux myoaukanus. B Hactosiee Bpems KoHceHcyc 3aBepiiieH u
MOATOTOBJIEHO W3/IaHKE B BHJIE OTAEIBHOIN Opoliopsl. Ero BEIyCK HEOOXOIUM ISt
MOJTOTOBKU U YTBEP)KJEHUSI HOBBIX KJIMHUYECKUX PEKOMEHIAIMI U CTaHJAPTOB I10
JIMarHOCTUKE Y JieueHuIo MykoBuciao3a B P®. KoHcencyc roropuim 47 sKkcriepToB
B pa3/IMYHBIX 001acTsAX MeauiHbl. KoHceHcyc o0cykaacs Ha KOHrpeccax
Pecniuparopnoro oomectBa (2015, 2016), konrpeccax «VHHOBaIMOHHBIE
TEXHOJIOTUM B MIEIUATPUM U JIeTCKON xupyprumu» (2013, 2015, 2016), B mikoax

1o mykoBuciua03y (2014-2016), va 12-m HanmonaibHOM KOHIpecce 1o
MyKoBUCHIKJ03Y (2015), 3aceqaHusix KCIIEPTOB, HA CTPAHUIIAX KYPHAJIOB
(«ITeguatpusi» um. I'.H. Criepanckoro, 2014; «Ilequarpuyeckas papMakoaorus»,
2015; «Bpau», 2016; «MenuumHcKas reHeTuka», 2016). OkoHuaTebHOe
rojiocoBanue ObLI0 TIpoBesieHo 8-9 nekadps 2016 roga. KoopauHatops! mpoekTa

B qutie nipod. E.M. KonapatseBoit, npod. H.JO. Kampckon, npod. H.A.
KarpanoBa BbIpakaloT UCKPEHHIOI ITPU3HATEIBHOCTh BCEM UJIEHaM KCIEPTOro
COBETa 3a X BBICOKOKBATU(DHUIIMPOBAHHYIO M TPYIOEMKYI0 pabOTy U Ha/IeI0TCA,
yTO paspadoranHblii KoHCeHcyc OyaeT mose3eH AJisl TOBCeAHEBHOM eI TeIbHOCTH
KaK CMelHaJIiuCTOB, BOBICYCHHBIX B U3YUYeHHE MPOOIeMbl MyKOBUCITUI03a,

TaK U IIMPOKOro Kpyra neuaTpoB, TepareBTOB, TEHETUKOB, MyJIbMOHOJIOTOB,
racTPOHTEPOJIOTOB U APYTMX Bpaueu, OKa3bIBAIOIIUX MPAKTUYECKYIO TOMOIIIb
6onpHBIM JaHHOTO KOHTHHTeHTa. C yBaxkeHnueM, mnpod. E.M. Kongparsesa, mpod.
H.IO. Kammpckas, npod. H.M. Kanpanos
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ono

OBKHOCTH

Mecro pa6oTs1

Anpec

AMenuHa
Enena /lbBoBHa

3aBenyloulasa maboparopueit
MYKOBMCIIMIO3a, K.M.H.

Ory «HUU nynpmononorun» GPMBA

Poccun

105077, MockBa,
11-a Iapkosad ym., 1. 32

AmepoBa
Vpuna Kaprnosna

333811)1101.].[3.51 OTJCNIEHEM
TIYIbMOHOJIOT UM, [I.M.H.

T'Y3 A0 «Jlerckas KAMHN4ecKas
6onmbHuLa Nel

150003, fApocnasns,
np. Jlenuna, 11. 12/76

ABeTncAaH

Jlycune PemyanboBHa
Paspgen «Mukpobuonorus
W 3N AEMUONIOTUA
XPOHMYECKOM
pecnupaTopHoil MHGEKLN
NpY MyKOBMCIU/I03€»

Crapiumit HayYHBI COTPYAHUK
NabopPaTOPUIL MOEKY/ISPHOIT
AMUIAEMHUONTOTUU I'OCIIUTAIBHBIX
MHOEKIMIT, K.M.H.

OI'BY «PHUIIAOM um. H.P. Tamanen»

Munsnpasa Poccun

123098, MockBa,
yn. Tamanen, 1. 18

bapanosa
VpnHa AnekcaHIpoBHa
Paspen «OcTeonopos»

IIpodeccop kadenpst
TOCIUTA/IbHOM Tepanuu
HeMaTpuIecKoro axypreTa,
I.M.H.

TocynapcraenHoe GlOmKeTHOE
ob6pasoBarenbHoe yupexenie BIIO
«PHUMY nm. H.M. TInporosa»
Mmuusnpasa Poccun

117997, MockBa,
yn. OCTpOBUTAHOBA, [I. 1

Bonkos
Uropp Koncrantnaosud

IIpodeccop xadenpsr geTCKNX
6oe3Heit, 1.M.H.

OTI'BOY BO «Ilepspiit MTMY
um. VM. Cedenosa» Munsapasa
Poccun

119991, Mocksa,
ya. b. Iluporosckas,
n.2,crp. 4

Boponkosa
Anna IOpseBHa

Crapumit HayYHBIl COTPYFHUK
HAYYHO-K/IMHUYECKOTO OT/eNa
MYKOBUCLIUIO33, K.M.H.

OI'BHY «Menuko-reHeTr4ecKuin
Hay4HBII LEHTP»

115478, MockBa,
y1. MockBopeube, 7. 1.

Fanuukas Mapuna
lenHapbeBHA
Pasnen «MMmyHM3a1msa»

Bpau-mieimaTp, K.M.H.
AO «CeMeitHblit JOKTOP»

OTAY «HI3][1» Munsnpasa Poccun

Mocksa,
JIoMOHOCOBCKMIL TIp.,
n.2,crp. 1

TembuiKas
Tarbsina EBrenbesHa

3aBeyrOLAs OT/AE/IeHHEM
TepaneBTIYeCKO Ty/IbMOHOIOTHH,
npodeccop, .M. H.

HWU nynemononormu I'OY BITO
«CII6TMY um. akap.
WLIL TTaBnoBa»

197022, Canxt-IleTepbypr,
yn. JIbsa Toncroro, 1. 6-8

TunTep
EBrenuit
KoHCTaHTMHOBUY

HayuHblit pyKOBOLWUTENb,
akanemuk PAH, 1.6.H.

OI'BHY «Meanko-reHeTHYeCKIin
HAYYHBIIl EHTP»

115478, MockBa
yi1. MockBopeube, 1. 1

Tomosunckuit Cepreit
Bnagumuposuy
Paspen «Tpancrmanranus»

K.M.H., TOpaKaabHbII XUPYPT,
BeJlyLIUIi HayYHbIA COTPYIHUK

OI'BY «DHII TpaHcmIaHTOMOI NN
U UCKYCCTBEHHBIX OPraHOB MIM. aKa[l.

B.J. lllymakoBa» Munsapasa Poccun

Mocksa, yn. llykuHckas,
nl

Torpe Cepreit
Brnagnmuposuy
Pasnen «TpancrnanTtarms»

upexrop, akafgemux PAH, I'mas-
HbIiI TPaHCIIaHTONOr MuHszpa-
Ba Poccuu, 3acnmyxeHHbIi Bpau
Poccuiickoit Pemepaiyn, TOKTOp
MeJMLIMHCKUX HayK, Ipodeccop

OI'BY «DHII TpancnmanTonornm
M VICKYCCTBEHHBIX OPraHOB MM. aKaf.

B.J. lllymakosa» Munsapasa Poccun

Mocksa, yn. llykmHckast,
n.1

JKunkun
Wnps Bragnmmuposuy
Pasnen «TpancnnanTtarius»

Bpa'{-nejman KJIMHUKO-UarHO-
CTUYECKOT'O OTJICTIEHUSA, K.M.H.

OI'BY «PHII TpancnmaHTOMOr MM
M UCKYCCTBEHHBIX OPIaHOB MM. aKaJi.

B.J. lllymakosa» Munsapasa Poccun

Mocksa, yn. IIlykuHcKas,
o1

3UHYEHKO
Pena A6ynbdasoBHa,
Paspen «[enetukar

3aMecTHUTeNb AUPEKTOPa TI0
Hay4HOI pabote, mpodeccop,
A.M.H.

DOI'BHY «Menuko-reHe THYeCKIUiT
HayYHbII LIEHTP»

115478, MockBa
yn. MockBopeube, . 1

VBameHko
TarbsAna DpyapyioBHA
Paspen «[eHernka»

Bemymiumit HayqHBI COTPYIHMK,
npodeccop, 4.6.H.

«HVIM akymepcTBa it TMHEKOMOT I
uM. J1.0. Orta» C30 PAMH

199034, Caukr-Iletep6ypr,
MenpeneeBckas auHNA, 1. 3

MnbeHkoBa
Hatanbsa AnatonbeBHa

3aBenymoas Kadenpoli [eTCKIX
Gonesneit ¢ kypcom I10,
npodeccop, J.M.H.

KpacHoapckuit rocyiapcTBeHHbII
MEJIMIMHCKIH YHUBEPCUTET
uM. npod. B.®. Boitno-cenelkoro

660022, Kpacnoapck,
yn. ITaprusana JKenesnsxa,
n.1

Kanpanos Hukonait

[nmaBHbIIT HAYYHbI COTPYTHNMK

OI'BHY «Menuko-reHeTMdecKui

115478, MockBa

VipanoBuy HAy4YHO-KTMHINYECKOro OT/ena HayYHbII LIEHTP» yn. MockBopeube, . 1
MYKOBUCLIMI03a, IPodeccop, A.M.H.
Kapumosa K.M.H., ITTaBHbIIT BHELITATHBIN TBY3 «Yensbunckas obnacTHas 454076, Yensbunck,

Wpnna [etpoBHa

crienmanuctT MuHmMCTEpCTBA
3ipaBooxpaHenns Yens61HCKo
obnactu,

3aB. Iy/IbMOHO/IOTMYECKUM
OTHENEHNEM

HeTcKas KIMHUYeCKasi GOMbHUIIa»

yn. brroxepa, 1. 42A
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HEIL[I/IOHZUIBH])IIL/'I KOHCEHCYC»

Kammpckas
Haramusa IOpbesHa

[maBHBI1 HAYYHBIT COTPYRHNUK /1ab.
TeHEeTHYECKOV STUIeMIOTIOT U,
mpodeccop, . M.H.

OI'BHY «Menynko-reHeTHYeCKMit
HaYYHBII LIEHTP»

115478, MockBa
yn. MockBopeube, . 1

Konpiparpesa
Enena MBanoBHa

3aB. HAYYHO-KIMHITIECKIM
OT/IeNIOM MYKOBMCIIM/I03,
mpodeccop, .M.H.

OI'BHY «Menynko-reHeTuyecKuit
Hay4HBIil LeHTP»

115478, MockBa
yn. MockBopeube, Ji. 1

Kocrbinena
Mapus Hukonaepna
Pasmen «Tepanus»

3aB. OTZieNIeHNEM KIMHUYECKOit
dapmakonorun ®TBY PIKB,
K.M.H., IOLeHT Kaeaphl
KIIMHUYECKOIT papMakonoruu
PHMMY um. H.W. IInporosa

OI'BY «Poccuitckas feTckas
KMMHNYeckas 60mbHIIa»
Munspnpapa Poccun
OIre0Y BO «PHUMY

um. HJ. IIuporosa»
Munspapasa Poccun

119571, Mocksa,
Jlenuuckwit np., g1 117

«CaxapHblit fuaber»

Kpacosckmnii Crapumit HayYHBI COTPYAHNK PIBY «HUU mynsmononorun» ®PMBA | 105077, Mockea,
Cranucias na6opaTopuu MyKOBUCIUAO32, Poccun, TKB um. J1.]1. TlneTHeBa 11-s IMapkosas yi., 11. 32
AnekcaHgpoBuY K.M.H. 13 MockBbl

OI'BHY «MeanKo-reHe TUYecKuit 115478, MockBa

HAaYYHBIi LIECHTP» yi. MockBopeube, f. 1
Kpbimosa Hay4nblit cOTpygHMK OI'Y «HVM nynsmoHonornm» ®MBA | 105077, Mocksa,
Haranbs AHaTonbeBHa abopaTopuit MYKOBMCIIMAO03a Poccun 11-a IMapkosas yr., 11. 32
Pasnen

Kyues
Cepreit ViBanoBuy

JHupextop PIBHY «Mepuxko-
reHeTUYeCKMI HayJHBbIil LeHTP»,
I7IAaBHBII BHEIITATHBIN CIIelMaaIucT
TI0 MEIUIIMHCKOM reHeTnke M3 PO,
J.M.H., 4l.-Kopp. PAH

OI'BHY «Mepynko-reHeTHIeCKII
HAY4YHBbIil LEHTP»

115478, MockBa,
yn. Mocksopeube, 7. 1

Mepsnosa
Huna Bopucosna

3aBepnyiomnjast Kadeapoi
TOCIIMTAIbHOI MeNATPHIL,
npodeccop, A.M.H.

FBOY BIIO «Ilepmckas
rOCy/lapCTBeHHAs MeMIMHCKasA
akamemus um. E.A. Barnepa» M3 PD

614990, ITepmb,
yi. ITerpormasnoBckas,
. 26

Hasapenko
JTrogmuna [TaBnosHa

3amecTuTeNnb AMPEKTOpa
110 1evebuoit pabore,
npodeccop, .M.H.

HayuHo-nccnenoBarenbCkuit HHCTUTYT
MeIMUMHCKON reHeTHKY, TOMCKuit
HAI[MOHA/IBHBII MCCIIE[[0BATENbCKUI
METUIMHCKMIT eHTp Poccuitckoit
aKafieMuy HayK

634050, Tomck,
MOCKOBCKUIT TPAKT, f. 3

Hamasosa-bapanosa
Jleitna CeiimypoBHa

Hupexrop HVUW nepnarpun,
3aMecTuTeNb AupekTopa GIAY
«HII3[», akagemux PAH,
npodeccop, I.M.H.

DI'AY «Hay4Hblil LIeHTD 370POBbA
pereit» M3 PO

119991, Mockaa,
JloMOHOCOBCKMIA TIp., 1. 2,
crp. 1

Heperuna
Anna QeoposHa

IIpodeccop kadenps! memuarpun,
JL.M.H.

BopoHexcKas rocyiapcrseHHas
MeIUIIMHCKAS aKaleMIi
um. H.H. Bypnenxo

394036, Boponex,
yn. CryaeHyeckas, 1. 10

Hukonosa
Buxropus CepreeBHa

Crapmmit HayYHBI COTPYAHUK
Hay4HO-K/TMHMYECKOro OT/IeNia
MYKOBMCL[1/103a, K.M.H.

OI'BHY «Menynko-reHeTUIeCKuit
Hay4HBIil LeHTP»

115478, Mocksa,
yn. MockBopeube, . 1

OnrHOKOBa
Onbra Hukonaesna
Paspgen «leneTuka

Crapimmit HayYHBII COTPYAHMK,
K.6.H.

Hay4Ho-uccnemoBaTeIbCKuiit MHCTUTYT
MEIUIIMHCKOI reHeTUKH, ToMCKuit
HallMOHANIbHBIM MCCIelOBaTeNbCKUIT

634050, Tomck,
MockoBckuit TpaxT, . 3

Anekcanyip EBrenpesiny
Pasgen «[eneTuka
MYKOBUCIMI032»

MYKOBUCLUJIO3a» MepuiyHcKuit nentp PAH

Oprnos 3aB. otAeneHneM nynpMononoruy, | [BY3 «Jlerckas ropoackas 6onbeuua | 94156, Cankr-IleTep6ypr,
Anekcannp JIOLIeHT Kadephl TIeUaTpum u Cssaroit Onbru» V1. 3eMiefienbuecKast, . 2
BnamumupoBi HeoHatonornn C3IMY, K.M.H.

ITaBnoB Jnpekrop 000 «Ilapcex JTab» 199053, Canxr-IleTepbypr,

bupxesas muuna, 1. 16

Ilerposa
Huka BanentnnoBHa
Paspmen «leneTuka

Bemyuimit HayqHbIi
COTPYAHUK /1ab. reHeTNYecKo
SMUAEMIONOTIM, 1.0.H.

OI'BHY «Menynko-reHeTmaecKuit
Hay4HBIil LIEHTP»

115478, Mocksa,
yn. MockBopeube, 7. 1

MYKOBUCLM/IO3a»
ITonskos 3aB. maboparopueit OI'BHY «Menynko-reHeTHYeCKMit 115478, Mockaa,
Anekcanyp IHK-amarHocTiku, 1.6.H., Hay4HBIil LIeHTP» yn. MockBopeube, Ji. 1
Brnagumuposuy npodeccop

Paspgen «[eneTuka

MYKOBUCIMIO3a»
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HZIL[I/IOHZUILH])IIL/‘I KOHCEHCYC»

IocTankos
Cepreit Cepreebuy
Paspen «Tepamus»

ITpodeccop kadempnr
KIIMHUYECKOI papMaKonornu,
akagemuk PAEH

OI'BOY BO «PHUMY
um. H.M. Tluporosa»
Munspapasa Poccun

119571, Mocksa,
Jlenuuckuii mp., i. 117

IIporacosa TarbsiHa

3aBepyiolas mefuaTpUYeCcKnM

TAY3 «KemepoBckas obnacTHas

650000, Kemepozo,

JInana GukperosHa

NeaTpuM, JI. M. H.

AnekcaHgpoBHa OT/ieNIeHMeM JIJIA IeTel paHHero KMHWYecKas 60mIpHMIa» OxKTAGpbCKMIL TP, . 22
BO3pacTa um. C.B. Bensepa
CeMBIKMH 3aBeqyromuin oTyieNleHueM OTBY «Poccmiickas feTckas 117513, MockBa,
Cepreit IOppeBuy neauaTpum, K.M.H. KnuHUYecKas 6ompHna» Munsapasa | Jleansckuii mp., . 117
Poccun
CeprueHko Touent kadenpsr pakynprerckoir | 'BOY BIIO «AcTpaxaHckas 414000, AcTpaxaHb,

MeAVLVHCKas aKaJieMusa»
Mumnsnpasa Poccun

yn. bakmncxkas, 1. 121

Cumonosa Ornbra Vropesna
Paspen «mmynmsanysa»

3aBefyommasn OTHENMeHUEM
l'IyIIbMOHOTIDl‘I/II/I, A.M.H.

QOTAY «HayuHblil IEHTD 3M0POBbA
;[e'reﬁ[» M3 PD

119991, MockBa,
JlomoHOCOBCKUIT TIp., 1. 2,

Bramumump Kupummobiry
Paspen «IMmyHM3armsa»
Pasgen «AHTHOaKTEpUanbHas
Tepanma»

COTPYIHMK OTHe/IeHNsS
IIyIbMOHOJIOT UL,
npoceccop, A.M.H.

Paszen «AHTH6aKTepUaTbHAA crp. 1
Tepars»
TaroueHko [TaBHBI HAyYHBIIL OTAY «HayuHbIil IEHTD 37,0POBbS 119991, Mockga,

neteit» M3 P®

JlomoHoCOBCKMIT TIp., 71. 2,
crp. 1

Boposuk
Tarbsina OpyapposHa
Paspen «/IuetoTepanma»

3aBenyolas OTAeNeH1eM
[UTAHUS 30POBOTO 1 6OIBHOTO
peGeHKa, mpogeccop, A.M.H.

OI'AY «Hay4HbIi IEHTp 310POBbA
nereit» M3 P®

119991, Mockaa,
JlomoHOCOBCKMIT TIp., 1. 2,
crp. 1

PocnaBuesa Enena
AnekcaHpoBHa
Paspen «/luerorepanuar»

Crapiumii HayYHbIii COTPYIHNK
OTAETIEHNA IUTAHMA 3JOPOBOTO
¥ 6O/IbHOrO PebeHKa, K.M.H.

QOT'AY «HayyHbIil HEHTD 30POBbA
neteit» Munspasa Poccun

119991, Mocksa,
JlomoHOCOBCKMIT TIp., /1. 2,
crp. 1

[upynbHuKOBa
Onbra MapreHoBHa
Paspen «TpchnnaHTauI/m»

TTOKTOp MEAMIMHCKUX HaYK,
I71IaBHBI HAYYHBIN COTPYHMK
OTBY «PHITVO um. akaz.

B.J. lllymakosa» Munsapasa
Poccun, npodeccop xadeapoi
TPAHCIVTAHTONOTMI U HCKYCCTBEH-
HBIX OPTraHOB JIe4e6HOro Bhakyib-
tera TBOY «Ilepserit MTMY

um. VI.M. Ceyenoba» Munsapasa
Poccun

OI'BY «PHI] TpaHCIIAHTONOT NI
M MCKYCCTBEHHBIX OPTaHOB

um. akazl. B.J. lllymakosa»
Munsapasa Poccun

Mocksa,
yn. Hlykunckas, a. 1

Yepuyxa Mapuna IOpbeBHa
Pasgen «Muxpob6uonorns
U ATIUJIEMUOIIOTHA
XPOHUYECKOH
pecnmparopHoit nHdexumn
[IPU MYKOBUCIIUJIO3€»

Benyuit Hay4HbI COTPYIHUK
nabopaTopyt MOJIEKY/ISPHO
SIINIeMUONIOT MY TOCTINTANbHBIX
MHQEKLMIT, JI.M.H.

OI'BY «OHULIOM um. H.®. [amanen»
Muwunspapasa Poccun

123098, Mockaa,
yn. Tamanen, 1. 18

Yyuanun
Amexcanpp Ipuropbesiy

Iupexrop, akagemuk PAH,
npodeccop

OTY «HUW nynpMoHOMOTMI»
OMBA Poccun

105077, Mocksa,
11-a [TapkoBas ym., 1. 32

Ila6anosa
Jupns A6pamoBHa

Crapummit HayqHbIIE COTPYIHIK
Hay4YHO-KTMHIYECKOTO OT/IeNa
MYKOBMCL[1/103a, K.M.H.

OI'BHY «Menuko-redeTnyeckumit
HaYYHBII LIeHTP»
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OoOpameHne KOOPJAUHATOPOB NMPOEKTA

VYBaxaemble KoJiern!

[To nuanumaruse ®PBI'HY MI'HL] u O61epoccuiickoii o01iecTBeHHOM opranu3aiuu «Bcepoc-
CHIACKasl acCOIMaIMs AJist OOMbHBIX MYKOBUCIIII030M» B 2014 rogy ObLT CO3AaH SKCIIEPTHBIN COBET
M0 MYKOBUCIMIO3Y JUIsl pa3paborku KoHceHcyca Mo aKTyaJlbHBIM acrieKTaM 3TOro 3a0oJieBaHus.
KomuTeT paboTa mpakTH4IecKy TPy rofa HaJl CO3[JaHueM eIHOTO JIOKYMEHTa ¥ BHIPAOOTKOM apry-
MEHTHUPOBAHHBIX PEIIEHHI TI0 OCHOBHBIM BOIIPOCAM JMArHOCTUKHU ¥ TepaITuy 3a00JICBaHUSI.

Io mMepe co3manus OTAETBHBIX (DPArMEHTOB OCYIIECTBIIsUIACh UX MyOMKaius. B HacTosinee
BpeMsi KoHceHcyc 3aBepilieH U MOAroTOBJIEHO M3JaHue B BUJE OTAeIbHON Opormopsl. Ero Bbimyck
HEOOXOIUM [ TIOATOTOBKY U YTBEPKICHUS] HOBBIX KJIMHUYECKUX PEKOMEHAAIUN U CTaHIapTOB O
IMArHOCTHKe U JieueHuIo MyKkoBucunaosa B P®. KoHceHcyc rotoBmim 47 KCEpPTOB B pa3IMUHbIX
obnactsax menuimHbl. KoHceHcyc oOcyxkaancss Ha KoHrpeccax Pecriuparoproro oOmectBa (2015,
2016), koHrpeccax «/IHHOBalIMOHHBIE TEXHOJIOTUHU B IEAUATPUU U JETCKOU Xupyprum» (2013, 2015,
2016), B mkonax rno mykosucuuao3y (2014-2016), na 12-m HarionaasbHOM KOHIpecce 1o MyKOBUC-
uuao3sy (2015), 3acepaHusax 3KCOepToB, HA cTpaHuLax xypHaioB («Ilequarpus» um. I'.H. Cnepan-
ckoro, 2014; «Ileguarpuueckas papmakonorusi», 2015; «Bpau», 2016; «MeaumHckasi reHETUKa»,
2016). OxoHYaTeIbHOE TOJIOCOBaHUE ObLIO MpoBeieHo 8-9 nekadps 2016 roxa.

Koopaunarops! npoekra B snue npod. E.W. Konaparseson, npod. H.IO. Kammpckon, npod.
H.N. KanpaHoBa BbIpakaloT UCKPEHHIO MPU3HATETLHOCTh BCEM WJIEHaM KCIEPTOro COBETa 3a UX
BBICOKOKBAJTM(DUIIMPOBAHHYIO U TPYAOEMKYIO padOTy M HaJeloTcsl, uto paspadotaHHblii KoHceHcyc
OyzeT noJsie3eH 1 TOBCETHEBHOM IeATEIbHOCTU KaK CIElMaIMCTOB, BOBJIEYEHHBIX B U3yUEHHE IPO-
61eMbl MyKOBUCIIM[I03a, TaK U IIMPOKOTO Kpyra rejuaTpoB, TEPArieBTOB, TEHETUKOB, MyJIbMOHOJIO-
T'OB, TACTPOSHTEPOJIOTOB U JIPYTUX Bpadyei, OKa3bIBAIOIINX MPAKTUIECKYIO TOMOIIIb OOJTBHBIM JAHHOTO
KOHTHHIEHTA.

C yBaxeHuew,

npocp. E.H. Konopamwesa,
npogp. H.FO. Kawupckas,
npog. H.HU. Kanparos
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BBenenne

MykoBuctuo3 (MB) — camoe pacripocTpaHeHHOE HacleICTBEHHOE 3a0oJieBaHue, 00YyCIOB-
JIEHHOE MYyTallMell I'eHa, pacrosoKeHHOro B JUIMHHOM Iulede 7-f XpOMOCOMBI, lepeaeTcs Mo ayTo-
COMHO-PELIECCUBHOMY THILy IPY HACJIEAOBAaHUM ABYX MYTAaHTHbIX ajiened. CneactBueM MyTalvy
reHa sIBJISIeTCsl HapyIleHne CHHTe3a, CTPYKTYPhl U (DyHKIIMM OelKka TpaHCMEMOPaHHOTO peryisTopa
nposogumocty Mykosuciugosa (CFTR), B pesyibrare 4ero XJOpHBIE KaHajbl CTAaHOBATCS IATO-
JIOTMYECKU HETIPOHUIIAEMBIMHU JUTSI MOHOB XJIOpa TPH TUNepadCcopOLy HATPUsI M OTHOBPEMEHHOM
MIOCTYIIJIEHUH B KJIETKY BOJIbl, UTO BBI3bIBAET AETUAPATALIMIO AIIMKATIbHOIN TOBEPXHOCTH CEKPETOPHOTO
SMUTEINS U YBEJIMUYEHHE BAZKOCTH CIIU3H.

MB - 310 MysibTHCHMCTEMHOE 3a00JieBaHHe, IMOPAXaloIee [bIXaTelbHble MyTH, Xely-
JOYHO-KUILIEYHbIA TPaKT, MIe4eHb, MOKETYA0UHYIO JKeJIe3y, CJIIOHHBIE, IOTOBbIE jKeJie3bl, PENPOAYyK-
TUBHYIO cucTeMy. [1py 3TOM naTosorus ApIXaTesIbHbIX Iy Tel ABIseTCs [JIABHON MPUYMHOMN OCJIOXKHE-
HUI1 1 JieTasibHOCTH (Oosiee yeM B 90% ciydaeB). [TopaskeHre OpOHX0JIETOYHOM CUCTEMBI BCIIE/ICTBUE
HAKOIUIEHUSI B3KOTO MH(UIIMPOBAHHOTO CEKPETA, BHI3BIBAIOIIETO OOCTPYKIIMIO U BHIPAKEHHYIO BOC-
NAJUTENIBHYI0 PEAKLIMIO, BEAET K MOBPEKICHUIO JBIXaTENIbHBIX IyTell U HEYKJIOHHOMY YXY/IIIEHUIO
(byHKLIMM JIETKMX U, B UTOTE K JbIXaTeJbHON HEAOCTATOYHOCTU. PelimanBupyoiye pecrnupaTopHble
SMM30/b! (OPOHXUTHI, THEBMOHHUHY, OPOHXHMOJIMTH), KaK MPABUJIO, 3aKaHUMBAIOTCS (POPMHUPOBAHUEM
«TIOPOYHOTO Kpyra», BKJIOYAIOIIETO yBEJMUYEHUE BA3KOCTH MOKPOTHI, OOCTPYKLMIO JbIXaTeIbHbIX
nyTel, MH(EKIMIO U YacTble BOCTIAJICHHUS.

B Hacrosiiiee BpeMs poI0KUTEIbHOCTD )KU3HH NMalMeHToB ¢ MB yBennunBaercs B CBA3M C
pa3pabOTKON HOBBIX METOJOB TEPalMK U UX coBeplieHcTBOBaHUEM. C yBeJIMUEHUEM MTPOJOKUTEIb-
HOCTH KU3HM YacTOTa OCJIOKHEHUI U COMYTCTBYIOIIUX 3a00JIEBaHMI TaKKe YBEIMUMBACTCS 110 Mepe
B3pociieHus 60sbHOrO0. I1py nporHo3upoBaHum S-eTHEN BbIKMBAEMOCTH IPU MYKOBUCLIMI03€ YUU-
THIBAIOTCS NIOKa3aTesiu (pyHKIMKU BHelHero abixanus (PB/I), coxpaHHOCTb aHK peaTn4ecKoi (pyHK-
LM, HyTPUTUBHBII CTaTyC, MMKPOOHBIN Mei3ak, HAJIMUMe caxapHoro auadera, 4acTota 00OCTpEeHUit
B TeueHue roja. Bapocnenue 601pHOro MB cornpoBoxaaeTcss CHUKEHUEM PecriipaToOpHOi (DyHKLIUH,
CMEHOW MUK POQJIOpPHI ABIXaTeIbHBIX Ty Tell Ha Oosee arpecCUBHYI0, HapaCTaHUEM YacTOTHI OCIIOKHE-
HUIA CO CTOPOHBI OPraHOB JIbIXaHUsl U NuIleBapeHus. HelocTaTouHOCTh MUTaHUS U 33/IePXKKa pOCTa,
Kak MpaBWJIO, HAOMIOAAIOTCS y JeTell ¥ B3pocibiX ¢ MB 1 SIBISIOTCS MHAMKATOPaMHU IIJIOXOTO TPO-
rHO3a.

Pa3BuTre coBpeMEeHHON MEAMLIMHCKON HAYKH B LIEJIOM 3a MOCJIe/IHee JeCATUIIETHE PACKPBLUIO
HOBBIE BOZMOXHOCTH TIEPCOHATIM3MPOBAHHOTO MOXO/A B TEPAMK OOJIbHBIX MYKOBHCIIHIO30M:

e JIHK-mmarHoctmka (BMA ~ MyTalMd IO3BOJIIET  IIPOrHO3MPOBATH
KJIMHUYECKOe  TeYeHWe  Takoro  3a0oJieBaHWs, KaKk  IaHKpeaThdyeckas
HenoctatoyHocTh; JTHK-nuarnoctuka 4acTbix MyTauuii U CEKBEHHMPOBAHUE IeHa
OIPEJICIISTIOT BRIOOP 3THOMATOIeHETUIECKOTO Tpernapara).

» KommnplorepHast Tomorpadgus JaeT BO3MOKHOCTh TOYHO JMArHOCTUPOBATH
00BbEeM 1 BUJT TIOPAKEHUS JIETKUX, YTO OIpe/esiseT BRIOOp Teparum.

e MukpoOuonornyeckass JUarHOCTMKAa M MOHHUTOPMHI BHJA W THIIA
MUKPOOHOTO BO30YAMTENIsA, €ro PE3UCTEHTHOCTH K AaHTUMHKPOOHOHW Teparu
MO3BOJIAIOT MHIVBHYaIM3MPOBATh HA3HAYCHNE aHTHOAKTEPHAIbHOTO Mpernapara.

» dapmakoreHeTHYECKOEe 0OCIIeJOBAaHKE OIpe/elisgeT XapakTep MeTaborm3Ma
JIEKapCTB, TPeXkJe BCEro aHTHOAKTepHAJIbHBIX MpernaparoB. Tak, jjid Joned c
OBICTPHIM MeTaOOM3MOM  (BBIBEJICHHEM) JICKAPCTBEHHBIX CPEACTB XapaKTEpHO
CHIWKeHre uX 3(pQeKTUBHOCTH, a I JMIl C MeJIEHHBIM BbIBEIEHUEM —
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BO3BHUKHOBEHHE MOOOYHBIX JICTBUI, UTO OMpeesisieT MHIUBUIYaIbHbIA TToI00p
JI03bI TTPENapaToB.

Takum o6pa30M, Ha OCHOBE€ €JMHbIX IIOIXOJO0B K JHUArHOCTUKE 3a6OJI€BaHI/IH, Teparu MOKHO
3HAYUTEIBbHO IIOBBICUTH S(I)(I)GKTI/IBHOCTI) " YBCJIMYUTD ITPOOOJIKUTCIIBHOCTD U KAYECTBO JKU3HU 00J1b-
HBbIX.
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Cnucok cokpaiieHun

ABJIA — anneprudeckuii OpOHXOJIETOUHBIN acriepruiie3

ADBT — anTuOakTepuaibHas Tepamnus

AKII — anprepHupyomme KOPOTKUE Kypehl PEIHNU30I0HA

AJIT — ananmHaMuHOTpaHchepaza

AMI" — aMUHOITIMKO3UIBI

ACT - acnapraramuHOTpaHcdepasa

BAJI — 6poHX0aTbBEOISIPHBII JIaBakK

BBU — BHyTpuOOIbHIUYHAS UH(DEKIIUS

BJIOCII, CBAVD - renernueckue OCOOEHHOCTH BPOXASHHOTO JABYCTOPOHHEIO OTCYTCTBHSI
CEMABBIHOCALIMX IPOTOKOB

BPBII - Bapuko3HOe pacivpeHye BeH MUILEBOIA

I'K - ruanypoHoBas Kuciora

I'TI1 — Harpy3ka rmoko301

I'TIH — rmoko3a 1u1a3Mbl HaTOIAK

M — nokazartesibHasi MeguLIMHA

JTH — npixaresnpHass HEAOCTaTOYHOCTD

JHK — ne30kcuprOOHyKIEMHOBAs KUCIOTa

JUITHXK — nyiHHOLIENOYeYHbIEe TOJTMHEHACHIILIEHHBIE KU PHBIE KUCIIOTHI

KKB — xemyHOKaMeHHas 00JIe3Hb

KKT — keay10uyHO-KUILIEYHbI TPAKT

KCA — xenTo4HO-coneBon arap

NKCH — nHTpanmroruiasMaTiiecKas MHbEKIIN CIIEpMaTo301aa

NMT — nHaekc Macchl Tena

NPT — uMMyHOpEaKTUBHBIN TPUIICUH

KLl — KOHCYJIbTaTUBHO-AMAarHOCTUYECKUH LIEHTP

KOC - koarynazoorpuiarebHblid CTa(pUIOKOKK

KC — koptukocrepon st

KT OI'K — kommnbloTepHas Tomorpadus OpraHoB I'PyJHOHN KJIETKU

MB - mykoBUCUIMI03

ME - MexayHapOIHbIe €IUHULIBI

M3 P® — MunucrepcTBo 31paBooxpanenus Poccuiickon Peneparnmn

M3C]I — MyKOBHCITMI03-aCCOIMUPOBAHHBIN CaXapHBIN TrHa0eT

MM! — meKoHUEBBIN WIIEYC

MK - makcuMasbHasi KOHLEHTPALKs aHTUOUOTHKA

MIIK — MuHepaibHasi INIOTHOCTh KOCTH

MPHK — marpuyHas pubOHyKJIEMHOBas KUCJIOTA

MCKT - mynprucnivpaibHass KOMIBIOTEPHAs TOMOrpadus

MC?3 - meguKo-couaabHas SKCIEPTU3a

HBA 1¢ — mMUKUPOBaHHBIN TeMOTTIOOMH

HAII — arokHMe gpIxaTesbHbIe Iy TH

HIIBII — HecrepougHble TPOTUBOBOCHIAIMTENIBHBIE ITPENapaThl

HTT — HapyiieHue TonepaHTHOCTH K INIIOKO3€

H®PMO - HedepmeHTHpYIOLIME TPAMOTPHULIATEIBHBIE MUK POOPTaHU3MbI

OI'K — opraHsl rpyJHOU KJIETKH

OI'TT — opasybHBIN NIIOKO30TOJIEPAHTHBIN TECT

O®BI1, FEVI — 06beM (hopcrpOBaHHOTO BbIJJOXa 32 1-10 CEKyHIY
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[II'[] — npenMIUIaHTallMOHHAS TEHETUYECKAs IUArHOCTUKA

I1J1 — npeHaTagbHast IMArHOCTUKA

IDK — nomxenynouHas xenes3a

ITH — mankpearnyeckas HeIOCTAaTOUHOCTh

[IIP — nonumepasHas LenHas peakuys

PC - pecniupatopHasi CHHUMTHAIbHO-BUPYCHAsI UH(EKIMA

CJ1 — caxapHbiii 1uadeT

CINO — cuHapOoM AUCTATBHOM MHTECTHHAIBHOU OOCTPYKIIUU
CCII - ckopas crienaJm3upoBaHHAsI TIOMOIITb

CTTTI — cranAapTHBIA TECT TOJIEPAHTHOCTH K IJIIOKO3€

CLT - cpenHeniennoyeyHble TPUTITULIEPU/IbI

TII — TpaHcIUIaHTaLMA NIEYEHU

V3U - ynbTpa3BykoBOe UCC/IeIOBaHNE

@B/l — pyHKLIMS BHEIIHETO AbIXaHUs

@®IKEJI — dpopcupoBaHHas )KU3HEHHASI EMKOCTb JIETKHX

@K — pubpo3Hast KOJOHOMATHS

LIOI'-2 — IUKJI0OKCUTeHa3a-2

SI'/IC — 330¢aroracTpoayoieHOCKOIHSI

SKI - anekTpokapauorpamma

SKMO - skcTpakopriopaibHas MeMOpaHHas! OKCUTCHAITHS
9KO - skcTpakopnopajibHOE OIUIOAOTBOPEHUE

SI1H - 3K30KpUHHAs NTAHK peaThyecKas HeJOCTaTOYHOCTb

A. xilosoxidans — Achromobacter xylosoxidans

Bcc — Burkholderia cepacia complex

BCSA — Burkholderia cepacia complex selective agar

CFA - x03(ppuUIIMeHT MOrIOMEeHHs KUpa

CFTR — reH MyKOBUCIIUIO3HOTO TPAHCMEMOPAHHOTO PETyJIsiTopa
CGMS - Continuous Glucose Monitoring System

Cl — noHsl xJ10pa

DXA — nBysHepreTuyeckasi peHTT€HOBCKasi a0COpOLMOMETpHsI
ECTS - EBporneiickoe 001IecTBO KaIbI(PUIIMPOBAHHON TKAHU
ESHG - European Society of Human Genetics — EBporneiickoe o01ecTBO TeHeTUKH YeIOBeKa
ESHRE - EBporneiickuii cOBET 10 penpoayKIIu U SMOPHOJIOTUH YeIOBeKa
FDA - Food and Drug Administration

FE1 - ¢ekaspHast naHkpeaTryeckas aJacrasza- 1

HCO® - uoHsl OrKapOOHATOB

HGVS - Human Genome Variation Society

IL-1 — unTepnevikun-1

IL-6 — unTepnenkuH-6

IL-8 — unTepnenkun-8

IOF — MexayHaponHsiil (hOH[, OCTEONIOPO3a

IQR — menunana macchl Tena

ISCD - MexayHapogaoe oOIIeCTBO MO KJIMHUYECKOW IEHCUTOMETPUN

M. tuberculosis — Mycobacterium tuberculosis

MAC — Mycobacterium avium complex

MALDI-TOF — Matrix Assisted Laser Desorbtion/Ionization Time of Flihgt
MRSA — METULIAJUIMH-YCTOMYMBBIE IITAMMBI 30JIOTUCTOTO CTA(PUIIOKOKKA
NCCLS - HaioHasibHbIi KOMUTET 10 KJIMHUYECKUM JIA0OPATOPHBIM CTaHJapTam
NTM - Nontuberculous mycobacteria
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P. aeruginosa — Pseudomonas aeruginosa

PEP - positive expiratory pressure

RANKL - penienitop aktuBaropa siiepHoro ¢aktopa Karra-oera
S. aureus — Staphylococcus aureus

TNF-a — ¢aktop HeKpo3a oryxoiiu ajibga

Z-scores, SD — ctaHgapTHBIE OTKJIOHEHUSI

15



. Komrektun ABTOPOB. <<MJ\’KOBHCL1H;1()33 OIIPEACTICHUE, TUATHOCTUYCCKUE KPUTEPUH, TEPAIIUA. HanmonanbHbIi KOHCEHCYC»

1. Knaccudpukanust MyKOBHCIIA103A

BcemupHas opranmsanys 3apaBooxpaHeHus, MexayHapoaHas accolManys MyKOBUCLIMAO03a,
EBponelickas acconpanysi MyKOBUCLIMJ03a UCIIOJb3YIOT B HACTOAILEE BPEMS CJELYIOUIYIO KJIACCH-
puxanmo [1, 2, 3, 4, 5]:

Knaccruueckuii MyKOBUCLHAZO3 C IAHKPEATMUECKOM HENOCTaTOYHOCTBIO (CMEIIAaHHAs WA
JIeroyHo-KMieyHas popma 3adoneBanus') — E§4.8.

Knaccnueckuil MyKOBUCIMIO3 C HEHAPYIIEHHOW (PYHKIIMEW MOKETYA0YHOM KeJe3bl (TpenMy-
IIECTBEHHO JieroyHasi hopma 3aboneBanusi’) — E84.0.

HeorpeseneHHbIi [rarHo3 Mpy NOJIOKUTEIbHOM HEOHATAJTBHOM CKPUHHUHTE HA MyKOBUCIIMIO3 3
—E84.9.

3aboneBaHusi, accOMMpoBaHHbie ¢ TeHoM CFTR*:

— M30JIMPOBaHHAs OOCTPYKTHBHAS a300CEPMHUSI;

— XPOHUYECKUM TAHKPEATUT;

— IMCCEMHUHHPOBaHHbBIE OPOHXOIKTA3HI.

C y4eToM HakOIUIEHHOTO B CTpaHe OMblTa Mo Kjaccudukanmu 3adoneBanus (Pabouyas kiac-
cudukanus mykoucuuaosa. Paunnckuin C.B., Kanpanos H.W., 2000) 1 Mex1yHapOAHOro OMbITa
npeioxkeHa Kinaccudukanys mykosucuuaosa (Tabmuna «Knnandeckas knaccudukaiys MyKOBUC-
U032 ).

OcHoBHbIE (POPMYJIHPOBKH:

MykoBHCIH103 ¢ MAaHKPeaTH4YecKon HegocTaTouHocThi0 (B MKB-10 — E84.8. Kucros-
HbII1 (pudpo3 ¢ npyrumu nposieiaeHusAMH). COOTBETCTBYET KJIACCUYECKOMY MYKOBUCLIUO3Y C MaH-
KpeaTuyecKoi HeJOCTaTOYHOCTBIO C OCJIO)KHEHUsIMU U 0e3 HuX. B Kiaccudpukalym MyKoBUCIMI032
Pauunckoro C.B., Kanpanosa H.W. (2000) cooTBeTcTBYeT cMelaHHON phopme 3a00J1eBaHHUSL.

N30mpoBanHoil kKHIIeYHON (POPMBI HET B coBpeMeHHOM Kiaccudukauun BO3 u Eppo-
TNIeWCKON accormanuu Mykosucinnosa [2, 3]. Kon E84.1 — kucto3Hsiit (puOpO3 ¢ KUIIEUHBIMH TTPO-
SIBJICHUSIMU — HE PEKOMEHTYeTCSl UCTIONb30BaTh.

MykoBucnng03 ¢ HeHapylleHHOH (pyHKIHel noaxeayao4Hon xkeJje3nl (B8 MKB-10 —
E84.0. Kucrosnsiii ¢puOpo3 ¢ JerouHsIMy NposiBieHusMi). K MykoBuciuio3y 6e3 maHkpeaTude-
CKOW HEJIOCTAaTOYHOCTU OTHOCSTCS CIy4Yad C HOPMAJIbHOM 9K30KPUHHOM (DYHKLIMEN MOIKETYI0UHOM
KeJie3bl, MOITBEPXKIEHHON pe3y/IbTaTaMy JJaO0paTOPHOTO UCCIIEIOBaHus (OTCYTCTBUE HEUTPATILHOTO
’KHMpa B KOIIPOrpaMMe, ypoBeHb tacTasbl-1 kayma He Huxe 200 MKr/r kana). [Ipy remetmueckom
UCCIIEIOBAaHUN BBIABIISCTCA HaJIM4YMe MYTALMd, IPU KOTOPBIX (PYHKLMSA MOMKETYIO0UYHOM KeJe3bl
OCTaeTCs1 OTHOCUTEJIBHO COXPaHHOM (cM. Pasnien «I'eHeTrka MykoBucLu103a. MoseKyasipHO-TeHeTH-
yecKkasl IMarHoCTHKA MPU MyKOBUCLMI03€» (accolualys reHotuna u ¢esoruna)). B kiaccuduka-
K Mmykosucimao3a Paunnckoro C.B., Kanpanosa H.M. (2000) cooTBETCTBYET MPEMMYILECTBEHHO
JierouHou popme 3a00neBaHuUsl.

HeonpepneseHHblil JHATHO3 NPH IOJOKHTEJLHOM HEOHATAJbHOM CKPHHUHIE Ha
mykoBucunao3 (8 MKB-10 — E84.9. KuctosHblii (puOpo3 HEyTOUHEHHBIH), B pEKOMEHJALMAX T10

! dopma u3 kinaccudpukap MB Paunnckoro C.B., Kanpanosa H.U. (2000), TpaguimonHo ucronsdyemasi B PO.

2 CreneHb AbIXaTe bHON HEIOCTATOYHOCTH YCTAHABIMBACTCS COMIAcHO «KmaccuduKaimu apIxatesbHoii Henoctarousocti» (Hatm-
OHaJIbHOE PYKOBOJICTBO I10 00JIe3HAM OpraHoB fpixanusi, 2010).

3 TONOKMTE/bHBIA HEOHATANBHBI CKPUHHMHT MM HEOHATANILHAS TMIIePTPUIICHHOreHeMust (M. Pasaen «/IuarHocTiKa MyKOBUC-
1uo3a. HeoHaranbHBI CKPUHUHT») He SIBJISIOTCS JUarHO30M U B KJIACCU(HKALIMIO HE BKJIIOYEHBI, AIIMEHTAM C HEOHATAJIbHOH IUIep-
TPUIICHHOTEHEMHUEH peKOMeHIyeTcsl B 1 TOfl IIPOBECTH MOBTOPHO MOTOBYIO MPo0y. TIpe/sioxkeH HOBBIN JUAarHO3 — «HEONPE/ICICHHBII
JMATHO3 TIPH HOJNOKXUTEJFHOM HEOHATAIbHOM CKPUHHUHIE HA MyKOBHCIMI03» (cM. Paszen «['eHeTrnKa MyKOBUCIIMIO03a»).

* Ko MKB peKoMeH/TyeTcs1 HCTIONb30BaTh W3 COOTBETCTRYIOITAX PA3IENOB.
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mykouciuao3y CHIA (Cystic Fibrosis Foundation) ucrnionb3yetcst tepmuH « CF'TR-3aBUCUMBIT MeTa-
6omuueckuii cuaipom» (CFTR-related metabolic syndrome, CRMS). [Ipumensietcs y neteit ¢ mosio-
KUTETbHBIM IMMYHOpEaKTUBHBIM TpuriciHoreHoM (MIPT) 6e3 KJIMHUYecKuX MposiBIeHui 3a001eBa-
HUs1. Bbliensior gBe rpymnisl DaMEHTOB CO CIEAYIOIMMHI XapaKTepPUCTUKAMMU:

* A — HOpMasibHBIE XJIOpUAbI NoTa (<30 MMOJIB/J) U JBE MyTallud B IeHe
CFTR, w3 KOTOpBIX IO KpallHe Mepe OfHAa MMEET HesiICHble (DEeHOTUITUYECKUE
nocnecTBys, B ciyvasx koraa JHK-auarHoctuka npoesieHa 10 HOTOBO# MPOOHI;

* B — norpannyHble 3Ha4€HUS XJIOPUIOB NOTA U OJHA UJIM HU OAHOU MyTalluU
B reHe CFTR.

Oxupgaercs, 9to y OONBIIMHCTBA U3 HUX K 3 TOJaM MOT'YT MOSIBUTHCS KJIIMHUYECKUE CUMITTOMBI
MYyKOBHCLIMAO3A 5, 6].

Ion CFTR-cBsizannbiMu HapymeHussMu (CFTR-related disorders) mpuHSTO MOHUMATh
KJIMHAYECKUE COCTOSIHUS, aCCOLIMMPOBAaHHBIE C HapylleHueM (pyHkuuu reHa CFTR, HO 1py 3TOM He
COOTBETCTBYIOIIME TIOTHOCTBIO TUArHOCTUYECKUM KputepusiM 3adoseBanus [2, 4, 7, 8, 9]. O6s3a-
TEeJIbHBIM YCJIOBUEM TMOCTAHOBKM JMArHo3a sIBJISIETCSl HaJIMYue XOTs Obl OHOW MIIEHTU(UIIMPOBAH-
Hoit MmyTauuu B rene CFTR (cm. Paznen «JHK-nuarnoctuka npu CFTR-CBA3aHHBIX HAPYLIEHUSIX» ).
[MToroBas npoba orpunatenpHas. Kog MKB-10 pekomeHnayetcsi HCMONBb30BaTh U3 COOTBETCTBYIOIIUX
pas3zenos.

JI1s1 OLIEHKU XapaKTePUCTUKU OPOHXOJIETOYHBIX U3MEHEHUN HCIONB3YIOT CTENeHb JIbIXaTesb-
HOW HeJOCTaTOUYHOCTH corfacHo «Kiaccudukanumu npixaTeabHoN HegoctaTouHocTr» (HaroHans-
HOE PYKOBOJCTBO MO Oone3HsaM opraHoB neixanus, 2010). [IpixarensHast HepoctarouHocts (IH) —
HECIOCOOHOCTb CHCTEMBI IbIXaHUsI 00ECTIEYUTh HOPMATBHBIN Ta30BbIM COCTAB ApPTEPUATTLHON KPOBH.
JTH — nmatonoruyeckui CHHAPOM, MPY KOTOPOM MapLMaIbHOE HANPsKEHUE KUCJIOPOAA B apTepUaib-
HOH KpoBH MeHee 80 MM pT.CT. W/WJIM NapLUalibHOE HAIPsSKEHHUE YITIEKUCIIOro ra3a — oosee 45 MM
pT.CT.

JH no narorene3sy:

1. TvunokcemMuyeckas (Jiero4Hasi HeIOCTaTOYHOCTh) — HEJOCTATOYHOCTh ra3000MeHa, MPOsIBIIs-
Io1asiCsl TUIIOKCEMUEH.

2. T'unepkanHuvecKkas (HAacOCHasi HEI0OCTaTOUYHOCTb) — BEHTWISLIMOHHAS HEJOCTAaTOYHOCTb,
NPOSBIISAIOLIASACS TMIIEPKANHYEH (YTHETeHUE IbIXaTeJIbHOTO LIEHTPa, MEXaHMUEeCKUI 1e(DeKT KapKaca,
YTOMJIEHHE/CIIa00CTh JIBIXaTeIbHOW MYCKYJIATyphl).

JH 1o ckopocTu pa3BuTHs:

1. Octpas — pa3BUTHE B T€UE€HHE MUHYT/IHEN; KOMIIEHCATOPHbIE MEXaHW3MBbl HE YCIEBAIOT
BKJIIOUNThCA (pecniparopHbiid anuao3 (pH <7,35) npu BenTwissumonHou IH w pecrimparopHbii
ankaso3 (pH >7,45) npu naperxumaro3noit [JIH); HenocpeacTBEHHO KU3HEYTPOKAIOLLEE COCTOSTHUE.

2. XpoHuYecKass — pa3BUTHE B TeUYeHHE MeCSALEB/NET; (PyHKIIMOHUPYIOT KOMIIEHCATOPHBIE
MEXaHU3MBbl (TOJIMLIUTEMHMS], TOBBIIIEHHE CEpIeYHOro BhIOpOCA, HOPMAIM3ALMsA PECHUPATOPHOIO
alu03a 3a CUeT 3a/1epXKKH MoYKaMu OMKapOOHATOB); ACCOLIMMPOBAHA C TUIIOKCEMUEN W/WIK TUep-
KaITHUeH, TOTEHIMAJIBHO KU3HEYT POXKAIOIIEe COCTOSIHUE.

JIH 1o creneHu TSKeCTH:
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Crenensp Pa0,, MM pT.CT. $a0,, %
Hopma >80 >95
1-s cTenenp 60-79 90-94
2-51 CTelleHb 40-59 75-89

3-4 CcTeneHb <40 <75

Crenenp TskecTH 3a00JieBaHUSI PEKOMEH/IyeTCs1 He YKa3bIBaTh HCXO/As M3 Iep-
BHYHO-XPOHHYECKOI0 TeYeHHUs1, NOJHMOPraHHOr0 MOpaKeHHsl U NPOrpeJueHTHOro0 Tede-
HUSI.

OueHKy CTeneH! BbIPaXKEHHOCTU CTOMKUX HapylleHWi (DyHKIMII OpraHnu3mMa peKOMEHIyeTCs
ycTaHaBJIMBaTh ucxons w3 «Kiaccudukanmii 1 KpuTepreB, UCIOIb3YEMbIX MPU OCYHIECTBICHUN
Me/IMKO-colMaibHON 3kcneptusbl» ([Ipukaz Muntpyna Poccun ot 17.12.2015 Ne 1024H, http://
www.invalidnost.com/ forum/3-3175-1), comtacHo «KoinuecTBEHHOM CHCTEME OLIEHKU CTEIeHU
BBIP2XXEHHOCTH CTOWKUX HapyIIeHU# (PyHKIIMI OpraHu3Ma 4eioBeKa, 0OyCIIOBIEHHBIX 3a00IeBaHu-
SIMH, TTOCJIEACTBUSIMU TPaBM WU JedeKTaMU (B MPOLEHTaX MPUMEHUTENbHO K KJIMHUKO-(YHKIIMO-
HaJIHOH XapaKTepUCTUKE CTOMKUX HApyIIEHUI (PYHKLIMI OpraHu3Ma 4eI0BeKa)».

C y4eToM HaKOIJICHHOTO B CTpaHe OMbiTa MO Kiaccudukanmu 3adoneBanus (Pabouas kiac-
cudukarmsa Mykopucuuaosa (Paunnckuit C.B., Kanpanos H.M., 2000) u pexomenpaumii BO3 u
EBporiefickoii acconyay MyKOBUCITHI03a, a Takke nonoxeHui Ilpukaza Muntpyaa Poccuu ot
05.07.2016 Ne 346H «O BHeceHMM M3MEHEHMIl B KJIACCU(PUKALMU U KPUTEPUHU, UCIIOIb3yEeMble
IIPU OCYILECTBIEHUH MEAUKO-COLIMATbHOM KCIIEPTU3bI Ipask1aH (heiepabHbIMU TOCY1apCTBEHHBIMU
YUpEkKJIEHUSAMHU MEAUKO-COIMAIbHOM SKCIIEPTU3bl, yTBep:kaAeHHbIe [Iprka3zom MunucrepcrBa Tpyaa
¥ cormanbHOM 3amuThl Poccuiickoi ®@epeparmm ot 17 nekadpst 2015 r. Ne 10241» (3aperucTprpoBat
B Muniocte Poccun 28.07.2016 1. Ne 43018), pekoMeHA0BaHO UCMOIb30BaTh JOMOTHUTEIbHBIE TTOKA-
3arenu it popmMyarpoBkH quarno3a (Tadmuma «Kimandyeckas KinaccupuKanys MyKOBUCITUIO3a» ).

Ucxonsa w3 monoxenuit [pukaza «Kimaccudpukaimu U Kputepuu, UCIOIb3yeMble TIPU OCY-
LIECTBJICHUH MEeIUKO-colraabHor skcneptusbl» (IIpukaz Muntpyna Poccum ot 17.12.2015 Ne
1024#, http://www. invalidnost.com/forum/3-3175-1), pekomeHnayercs npy HanpasiaeHnn Ha MCD
OIpeJesIsATh OLIEHKY CTENEHU BbIPA)KEHHOCTH CTOMKUX HapylleHUW (DyHKIMI OpraHuM3Ma 4esioBeKa
cornacHo «KonnyecTBeHHOW cUCTeMe OLIEHKU CTENEeHH BIPA)KEHHOCTH CTOMKUX HapyleHUd (PyHK-
[IMI OpraHn3Ma YesioBeKa, 0OyCIOBIEHHBIX 3200IeBaHUIMH, TIOCTICACTBUSIMU TPABM MU JepeKTaMu
(B IPOLIEHTAX, IPUMEHUTENHO K KJIMHUKO-(DYHKIIMOHAJIbHOW XapaKTepUCTUKE CTOMKUX HapyLIEHUN
(ynkumii opranuzma yenoseka)» (IIpunoxenus k [Ipukazy Munrpynaa Poccun ot 17.12.2015 Ne
1024n) (ITpunoxenue 1).

[Tpumepsl (popMyIHMPOBKYU AUArHO3a:

1. MyxkoBucuunos, cmeransas ¢popma — E84.8, renorun F508del/F508del (mykoBuciumos
C TaHK peaTHYeCKON HeIoCTaTOYHOCThI0), E84.8. XpoHnUyeckuit 0OCTPYKTUBHBIH OPOHXHUT, 000CTpe-
Hue. bponxoakTassl (cieBa — S9, 10; cipaBa — S4, 5). IH 0 cr. Xponudeckas crapuioKOKKOBast
MH(EKIMS IpIXxaTenbHbIX myTel. [lepBuunblii BbiceB Pseudomonas aeruginosa — vionb 2016.

XpoHuuecKkas NnaHKpeatuueckasi HepgoctaroyHocTb. CuHApoM mceBo-baprrepa B aHaMHese
(2010, 2011).

OcnoxHeHus: HapyIIeHHe TOJEPAHTHOCTH K YIJIeBOaM, OeKOBO-9HepreTudeckasi HeJjocTa-
TOYHOCTB | CT.

2. Mykosuciunos, jerouHass ¢gopma — E84.0. XpoHuueckuii OOCTPYKTUBHBIM OpOHXUT,
oboctpenue. [IpaBocTopoHHSs HIKHenomeBast mHeBMoHMA (S7-10). IH 1-2 cr. PacnpoctpaneHHbIe
TMHIPUIECKUE OPOHXOIKTA3bl OOOMX JIETKMX. XPOHUYECKHIA TIOJUITO3HbINA TAHCUHYCHT.
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XpoHuueckas cTapuIOKOKKOBass MH(peKkusa. XpoHuveckass CMHerHorHasi UHpekuus (mep-
BUYHBIN BbICeB Pseudomonas aeruginosa — centssops 2013). Achromobacter spp. — aBryct 2016.

OcnoxHenue: 6eIKOBO-3HEPreTuIecKast HeIoCTaTOYHOCTh 2 CT.

Ecnu ogHa uim ABe MyTaiy He OOHapyXKeHbl, TO ITO CIIeyeT YKa3aTh B TUarHO3e.

[Mpumep: F508del / ne oOHapyxkeHa.

He obHapyxeHa / He oOHapykeHa.

Ta6muma. Knmuandeckasi kinaccudukamms MyKOBUCIIHIO3a (TIpe/iyioxkeHa Ha ocHoBe Paboueit
kyaccupukanys mykouciuaosa (Paunnckuii C.B., Kanpanos H.U., 20007), pekomenganuii BO3 u
EBponeiickoii accoumalivii MyKOBUCLII03a)

5 Popma u3 kinaccudukaiyn MB Pauunckoro C.B., Kanpanosa H.1. (2000).
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XapakrepucTuka 6pOHXO/NErOYHbIX M3MEHEHMIT

Ma 3ab0/1eBaHMs
(MmyKoBMCIIAO3

C HeHapyUIeHHOM!
byHKLIel TomKe-
JTyIOYHOM JKene3bl
- E84.0)

Tipyrue
Pasza
Dopma bonesHu CrerneHp | IPOSIBIEHMUS OcnoxkHeHns
Knuunyeckas U aKTUBHOCTD
IH** 3a60meBaHmsA
nporiecca
Kimaccuueckuit XpoHMYecKui 1. Bue 0 Cunycur A6criecchl, aTeeKTassl,
MYKOBUCIIMIO3 O6CTPYKTUBHEBIT | 060CTpeHms Tcr. CunppoMm ncesfio- | THEBMO-IIMOMIHEBMOTOPAKC,
GpOHXUT 2.06octpenne | IIcT. Baprrepa KpOBOZapRAHIic; KposoTe-
JeHe (71erouHoe, Kemyaod-
CwmelraHHaA WIH BponxoskTasnl Tun Il cr. Asoocnepmusa "
. | Hoe), ammeprirdeckuit 6poH-
JIETOYHO-KMIIeYHasA | (JI0Kaln30BaH- obocTpeHus: PeumpuBupyrommit | yoerounpiit acmeprues
dopma saboneBanns | Hule n muccemn- | O6ocTpenne HaHKpeaTnT (ABJIA), nerounas rurmep-
(MykoBMCIIIO3 HUPOBAaHHbIE) XPOHMYECKOTO TEeH31, IO/IUI03 HOCa
C [IAHKPEeATIYeCKOIl | C yKa3aHueM GpoHxura Mexonnebiit mieyc, SKBUBA-
JIEHTBI MEKOHUEBOTO M/IEyCa,
HE[JOCTAaTOYHOCTDIO — | JIOKa/IU3aLMU ITneBMonMA ; yea,
. BBIIAJIeHIIE IIPSIMO KVIIKI
8) (c yxasaHuem Llnppos nevenn
JIOKa/M3aLM) (6e3 n ¢ mopTanpHOI rUIIEp-
CMellaHHbI TeH3MelN)
Jlerounas ¢op- ITneBMOGMOpPO3 | THII KKB

OrcraBaHie B GpU3NIECKOM
passuTum. benkoso-sHepre-
THYECKas HeJOCTATOYHOCTD
Hapymenue TonepanTHOCTH
K yI7IeBOfiaM
MyKOBUCIMI03-aCCOLMMPO-
BaHHBII CaXapHbIil fuadeT
CHIKeHIe MMHEPA/IBHOM
I/IOTHOCTH KOCTHO! TKaH!
BropuuHbIit ocTeonopos
AMunonsios nmovek
CuanoaneHuTt

Burtamuu K—necbnumﬂme
cocToAHMA (reMopparuye-
cKkas 60/1e3Hb)

Tenoun (myTarym rena CFTR)

Ykasarb cornacho 6ase
nannpix CFTR2. org

u Koncencycy mo
KIMHIYecKuM sddexTam
reHeTUYeCKIX BapUaHTOB
(6a3a gannbix SeqDBhttp://
seqdb.med-gen.ru/)

Muxpo6uonoridecknii craTyc (ykasbiBaeTcs jaTa MePBUYHOIO

BbICEBA MUKPOOHOrO maroreHa (IAaTOTEHOB) U, €C/IU €CTh,

MOC/IEHETO)

CradnmokokKkoBast
uHdekums. CuHerHoMHasA
uHpeKIMI

VIHdexuus, BbI3BaHHASA

B. cepacia

Hpyrue nundexuyn
MuKpo6HBIe accolMaIuu

Jpyrue hopmsr:

— XPOHUYECKMIT MAHKPEATNT;
— IMCCeMUHMPOBAHHBIE GPOHXOIKTA3BI

3aboneBaHus, cBa3aHHble ¢ TeHOM CEFTR****;
- M30/IMPOBaHHAsA OOCTPYKTUBHAS 2300CIIEPMILS;

HeormpepenenHslit 1narHo3 npy MoM0XXUTETLHOM HeOHATaTbHOM CKPMHMHTE Ha MYKOBUCI03*** — E84.9.

IHpumeuanus:

** CrerneHb JbIXaTeJbHOM HEAOCTATOUYHOCTU yCTaHaBJMBaeTcsi cornacHo «Knmaccudukanmm
IbIXaTeTbHOM HeJocTaToYHOCTH» (HarmoHaabHOE pyKOBOICTBO MO OOJE3HSIM OPraHOB JIBIXaHWS,
2010). Crerienp TskecTH 3a00JIeBaHUsT PEKOMEH/TyeTCsI He YKa3blBaTh UCXOJIS U3 TIEPBUYHO-XPOHH-
YECKOro TeYeHHUsl, OJTMOPraHHOIO MOPaKeHUsI U IPOTrPEAUEHTHOTO TEYEHUS.

*%* TTomoxkuTeabHbI HEOHATAJIBHBINM CKPUHUHT WM HEOHATaJbHAS TMIEePTPUTICHHOTEHEMMUS
(cM. pazpen «JluarHoctrika MyKoBuclnao3a. HeoHaTanbHBII CKPUHUHI») HE SIBJISIIOTCS TMarHO30M
U B KJIaccu(pUKalMIO HE BKJIIOUEHbI, MAIMEHTaM C HEOHATaJbHON TMIEepPTPUIICMHOIEHEMUEH peKo-
MeHJyeTcs B 1 rof] MpoBeCTH MOBTOPHO MOTOBYIO Mpo0y. [Ipe/iokeH HOBBIN TMarHO3 — «HEOpe/ie-
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JIEHHBII JUarHo3 MpH IMOJI0KUTEIbHOM HEOHATaJIbHOM CKPUHMHIE HA MyKOBUCLMI03» (cM. Paznen
«['eHeTHKa MYKOBUCIIUIO32» ).

*¥#% Kog MKDB pexkomeHiyeTcs UCIob30BaTh U3 COOTBETCTBYIOIIMX PA3/EIIOB.

OueHKy cTeneHM BbIPAKEHHOCTU CTOWKMX HapylleHWH (PyHKIMA OpraHu3Ma peKOMEH[y-
ercsl ycraHaBiauBaTh ucxons u3 «Kiaccudukaimii 1 KputepueB, UCHONb3YEMBIX MPU OCYILECTB-
JIEHUM MeIMKO-colMabHON 3Kcneptusbl» ([Ipuka3z Munrtpyna Poccum ot 17.12.2015 Ne 10244,
http://www.invalidnost.com/forum/3-3175-1), coracho «KonuuecTBeHHOU cuUCTeMe OLIEHKH CTe-
TIeHU BBIPAKEHHOCTH CTOMKUX HapyIIeHU (PYHKIMI OpraHi3Ma 4esioBeKa, 00yCIOBICHHBIX 3a00ie-
BaHUSIMH, [TOCJIEACTBUSMU TPaBM WU JiepeKTaMu (B IPOLIEHTAX IPUMEHUTENBHO K KJIMHUKO-(DYHK-
LMOHAJILHON XapaKTEPUCTUKE CTOMKUX HApyIIEHUH (PYHKLIMI OpraHu3Ma 4eI0BeKa)».
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2. InarnHocTuka MyKOBHCIIH103a

Kpurtepun quarnosa

CBoeBpeMeHHasl AUArHOCTHKA MYKOBUCLIMAO32a, oOecrneunBaoias B OONMBbIIMHCTBE CIIyyaeB
paHHee Havajo Teparuu, B TOM YKCIe Ha JOKJIMHUYECKOM Tare, yaydilaeT IporHo3 3aboneBaHus,
noBbIAeT 3(P(PEKTUBHOCTD JICUEHUsI, MTO3BOJISIET MPEAYNPEAUTh Pa3BUTHE TSKENBIX OCIOKHEHUH,
3HAUUTESILHOTO OTCTaBaHUS B (PU3UYECKOM PA3BUTHUH, A B PSIJIE CIy4aeB U HEOOPATUMbIX U3MEHEHUI
B JIETKUX. PaHHS s TMarHOCTUKA MO3BOJISIET CEMbE BOBPEMSI PELINTh HEOOXOIUMbIE BOITPOCHI, CBSI3aH-
HBIE C POKIEHHEM 3JJ0POBOro peOeHKa (TeHeTUUecKoe KOHCYJIbTUPOBAaHUe, MpeHaTalbHasl JUarHO-
cruka MB B nocrenytonue 6epemenHocty) [1].

Huar"Hoctuka MB Bkouaer B ce0:

I) InarHocTMKy MO HEOHATAJILHOMY CKPUHHUHIY (10 KJIMHWUYECKUX MPOSBJICHUA WX NPU UX
neoore) [2];

II) aMarHOCTUKY MPU HATMYMU KJIMHUYECKUX NposiBJeHuH [1]:

* MalUUeHThl M3 Ppa3IMyYHBIX TPYNI PUCKA, HMEIOLINe XapaKTepHbIe
KJIMHUYecKue nposiieHus (Taom. 2-4), He BoIeqIme B IporpaMmMy HEOHATATBHOTO
CKpuHMHTa Ha MB;

* MAalMeHTbl C JIOKHOOTPULIATEJIbHBIMU Pe3YJIbTaTaMU HEOHATAJIbHOIO
CKPUHHHTIA C KIMHUYECKUMHU MPOSIBIICHUSIMU 3a00JICBaHN;

* MALMEHThl C HEOHATAJIbHOW TUIEPTPUIICMHOIEHEMUEH, He MOJyYUBILIUE
00CJIeZIoBaHus B BUJIE TIOTOBOM MPOOBI;

III) aarHOCTUKY cpeay POICTBEHHUKOB OOJbHBIX;
IV) npenaranbHyI0 IMarHOCTUKY;
V) npenMILIaHTalIMOHHYIO JUATHOCTUKY.

Juarnocrnyeckue kpurepuu MB

Jns perenust mpodieM TuarHocTuky MB, B TOM uwcnie ¥ ero aTUmuaHbIX (popM, ObLIH pas-
paboTaHbl KPUTEPUH, COIJIACHO KOTOPHIM OOsi3aTebHBIM A1 MB sBiIsleTcss Hanmmuue XapakTep-
HOT'O KJIMHUYECKOTO CHH/IPOMA TUTIOC JIOKA3aTeIbCTBO KAKOro-JIM00 HapymeHus: (PyHKIIUH XJIOPHOTO
KaHaza [3].

VauThIBas BCe Hay4YHbIC JIOCTHKCHUS B IOHUMAHWH TTPUPOJIBI MyKOBUCIIMI03a 1 MB-3aBucH-
MbIX 3a00neBanuii 3a nocneaaue 10 et [4, 5], B 2013 r. rpynma skcrieptoB EBporieiickoro ooiecTa
mykoBuciuao3a (European Cystic Fibrosis Society) mon pykoBoactBom Carlo Castellani mogroro-
BUJIa HOBBIE CTAHJIAPTHI AMArHOCTUKU B pefakiuu Alan R. Smyth u Scott Bell (https://www.ecfs.eu/
ecfs-standards-care/introduction) (Cxema 1).

Cxema 1. [luarHocTuueckne kpurepuu mykosuciuao3za ECFS, 2013 [6]

[MonoxutenbHas moToBast mpoda

n/mnm

IBe TaTtoreHHble Mytanuu B TeHe CFTR B TpaHC-TIONOKEHUM®, BBI3BIBAIOIIIE
MB (cornacHo 6a3e CFTR-2, http://www.cftr2.org)

U

HeonatasibHast runepTpuncuHoreHeMust

® Ecm MyTauusi He npexacrasieHa B CFTR2, To BO3MOXHO MCIONb30BaTh 0ady naHHbIX SeqDBhttp://seqdb.med-gen.ru/ wm
OLICHUBATh TI0 OYEBHUIHON NMATOreHHOCTH (OOIMPHbIE MEPECTPONKH — JeNeLN/UHCEPLITH).
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N

C POXOCHM A NN MMOSABUBHIMECS ITO3KE XaPAKTEPHBIC KIIMHUYECKUEC ITPU3HAKH,
BKJIIOYasi (HO HE OrpaHMYMBAsCh WUMH) Takue, Kak aud@y3Hble OpOHXOIKTAa3bl,
BBICCB M3 MOKPOTHI 3HauuMou a1 MB matoreHHOW MUKpOQIOphl (0OCOOSHHO
CMHETHOMHOW MaJIOUKM), IK3OKPUHHAsI TMaHKpeaTuyecKkass HeJOCTaTOYHOCTb,
CHHJIPOM IOTEPHU COJIel, OOCTPYKTUBHAS a300CTIepMUS (MYKUNHBI)

I. HeonaTaJbHBINH CKPUHUHT

C utons 2006 r. B psine pernoHoB P®, a ¢ suBaps 2007 1. Bo Bcex cyObekTax PP B pamkax
HanyoHnanbHOro NpuOpUTETHOTO MPOEKTa «310pOBbE» MPOBOAUTCS MACCOBBIN CKPUHUHI HOBOPOXK-
JEHHBIX Ha IMATh HACJIEACTBEHHBIX 3a00JIEBaHU, BKJII0YAsl MYKOBUCLIU/IO3.

B ocHoOBe OOJBIIMHCTBA CYIIECTBYIOIIMX CXEM CKPUHHUHIA JIEKUT ONpe/iesieHue YPOBHS UMMY-
HopeakTueHOro TpunicuHoreHa (PT) B KpoB1 HOBOPOXJEHHBIX HA IEPBOW HEJIEJIE )KU3HU, UTO SIBJIS-
eTcsl BRICOKOUYBCTBUTENBHBIM (90-95%), HO Hecnie(pryuHBIM PU3HAKOM. B nomysiumu HeoHatasb-
Hasi TMIepTPUIICMHOreHeMus1 oOHapyxuBaetcs y 5-10 pereit u3 1000 300pOBbIX HOBOPOXKAEHHBIX.
[loBbllIeHNE YPOBHA UMMYHOPEAKTUBHOIO TPUIICMHOTeHA Ipyu MB ITpoucXoauT B pesyJibTare 3aKy-
IOPKU MPOTOKOB MAaHKPEATUYECKUX KeJe3 BA3KUM CEKPETOM, YTO MPENATCTBYET IPOHUKHOBEHUIO
TPUIICUHOI€HA B IIPOCBET TOHKOI'O KUIIEYHUKA, T7I€ OH B HOPME NPEBPAILAETCS B TPUIICUH. JTO MPU-
BOJMT K BBIOPOCY TPUIICMHOTE€HA B KPOBb [7].

[Tporokon ckpununra B P® Brimovaet 3 oOs3arenphbix atana: UPT, perect UPT (uyBcTBU-
TeJLHOCTH Oonee 96%, crienruaHoCcTh — He MeHee 99,8%) [8], motoBelit Tect (Cxema 2). Ha mep-
BOM 3Talle B KPOBU HOBOPOX/JIEHHBIX (4-5-11 IeHb — y IOHOIIEHHBIX, 7-8-11 IEHb — Y HEJIOHOILIEHHBIX )
onpeaensercs yposeHb PT. B3siTue 00pa31ioB KpOBH OCYILECTBIISIETCS B COOTBETCTBHH ¢ [Tpukazom
M3uCP ot 22.03.2006 r. Ne 185 «O maccoBom 00cIieIoOBaHUN HOBOPOXICHHBIX JIeTell Ha HacJIe-
CTBEHHBIE 3a00JIeBaHUs». Bece TpeOOBaHMs K MOMYUYEHHIO, XPAHEHHUIO W OTIpaBKe 0Opas3lioB KpPOBU
JOJDKHBI CTporo coOimoaathesi. B oopasiax kposu MIPT HecTabuiieH, B CBA3M C YeM He peKOMEH/Iy-
eTCsl UX XpaHeHHe U TPAaHCIOPTHPOBKA B TeueHue Oosiee yem 14 aneil. HemonmyctiMo 3arpsi3HeHue
CYXUX IATEH KPOBU (peKaIMsAMU HOBOPOKAEHHOIO, IPUBOSILEE K JIOKHOIONIOKUTEIBHBIM PE3YJlb-
taram [9]. I1pu npessiiennn noporosoro ypoHs NPT npoBoautcs perect Ha 21-28-11 JeHb KU3HU.
Homyckaercs ouieHka MPT B oOpasiiax, B3SITHIX He MO3/1Hee 8 Helesb KU3HU, TaK KaK MOKET IPOC-
XO[IUTh CHUKEHUE €r0 aKTUBHOCTH U TEPSIETCS IMarHOCTUYECKasi LIEHHOCTh uccienosanus [10, 11].
Kak npaBuiio, B cilyyae JIOKHOIOJOKUTEIbHBIX PE3Y/IBTATOB K KOHIYy NEPBOrO Mecsla MNepBUYHO
noBblilieHHbIe TIoKazaTeau UPT cHuxkalorcs, B OmIMYME OT MOKa3aTresiel AeTeil ¢ MyKOBUCIUIO30M.
OpHako BO3MOxHbI UcKTI0ueHus [ 12]. Eciiu o kakoii-To mpuirHe nepBblii 00pa3er] KpoBH IS Orpe-
nenenust UPT Gepetcsa nocne 21 qHs, HO 10 8 Heaesb, TO 3a MOPOTOBbIN MOKa3aTe b MPUHUMAETCS
3HaueHue perecra (40 Hr/mi). Eciu oOpasert KpoBu B3AT nocie 8-i Heaeu u nmokazarenb UPT mpe-
BBIIIIAET MIOPOTOBBIN YPOBEHb, PEOCHOK JO/IKEeH ObITh HampasiieH B LleHTp MyKoBHUCIIMA03a 1S TTPO-
BeJ/IeHUsI IOTOBOM MpoOkL. B cityyae HopmanbHoro nokasaresst UPT, B3siToro nocne 8 Heziesb, HEMb3s
YUUTBIBATh 3TOT PE3YJIbTAT AJIs1 UCKIIIOYEHHUs] peOeHKa M3 TPYIIIbl pUcKa. B 3TOM ciydae IOIKHO
OBITh YKA3aHO, YTO HEOHATAIbHBIN CKPUHUHT HA MYKOBHCIMI03 He mpoBoawics [13]. o xenanuio
ponuTenield TakoMy peOeHKY He0OXOIMMO MTPOBECTU TOTOBYIO MTPOOY.

Cxema 2. AropuT™ HeoHatajbHOro ckpuHuHra Ha MB B Poccuiickoin deaepariyu
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AHAJIN3 KPOBU HA UPT
(noHOLEeHHble — 4-5 aeHb, HegoOHOLWEHHbIe — 7-8 AeHb)

5- NPT < noporoBbii ypoBeHb —
1 HopMa < 99,5 ueHTuna

PETECT UPT - 21-28 peHb WPT > noporosbiii ypoBeHb

WUPT < noporosbiin ypoBeHb
- HopMa

A

WPT > noporoBsbiil ypoBeHb NOTOBAA NPOBA
OTpuuaTenbHas < l \
+ MorpaHnyHas MonoxutenbHan

Hab6ntopeHune no m/x. KoHcynbtauws B 1 roa
C NMOBTOPHbIM NPOBEAEHVEM MOTOBOW MPOo6bI

/ 2 myTauumn
HeT myTaumit f—— AHK-AHATIN3

7 T MyTaLma
Ha6niopexue B LieHTpe MB, anacrasa-1,
NOBTOPHbIE MOTOBbIE NPOOGbI, CUKBEHC, M B

A[ONOJIHUTENbHbIE METOADI o6cne,qosava

IToToBas nmpoda

[TotoBast mpoGa sBNsAETCS HAGKHBIM METOIOM TuarHocTuku MB nipaktuuecku y 98% 60i1b-
HbIX [14]. Tlo-npexxHeMy «30JI0THIM CTaHAAPTOM» CUUTAETCS ONpeieieHre XJIOpUIoB noTa o ['mo-
cony-Kyky [15]. Bo MHOrMX LIEeHTpax B KayecTBE IIOTOBOIO TECTa UCHOJIb3YETCsl ONPEAEIEHUE TPO-
BOJMMOCTH TI0Ta C MIPUMEHEHHEeM CUCTeMbl [UIsi cOopa M aHanu3a nora Macroduct B KOMILIEKce
¢ notoBeiM aHanu3atopoM Sweat-Chek, a takxke cucremsl Nanoduct ¢pupmbl Vescor (CIHA), paz-
PabOTaHHOM CTIENMAIBHO IJIs1 00CTIeI0BaHUs HOBOPOXICHHBIX. OrpeieneHre KOHIIEHTPAIK XJI0-
PUIOB BO3MOXHO M3 MOTOBOM JKMIKOCTH, COOPAHHOM C MOMOIIBIO CHCTEMBI Il cOOpa M aHaIn3a
nora Macroduct. MHorouucieHHsle 3apyOeKHble UCCIeJOBAaHKS, MHOTOJIETHUI POCCUNCKHUU OIBIT
JEMOHCTPUPYIOT XOPOILYIO KOPPENSLMI0 MEX/1y ONpe/eleHueM MPOBOAUMOCTH M KOHLIEHTpaluen
xjopuaoB [16, 17, 18, 19, 20]. Ha npakTuke ONTUMAJIbHBIM SIBJISIETCSI COUYETAHHOE MPUMEHEHHE
METOIUK. Bo BceX COMHUTENBHBIX CITydasiX MU TOJyYSeHUH TTOBTOPHBIX MOTPAHUYHBIX PE3Y/IbTaTOB
MIPOBOIMMOCTH TIOTa CJIE/IyeT MPOBECTH KOJIMUYECTBEHHYI0 poOy 1o ['mbcony-Kyky B naboparopuu ¢
JOCTATOYHBIM OIBITOM MOJOOHBIX UCCIIeJOBaHMIA [6]. B cirydae HeTOCTYIMHOCTH METOIa ONpe/ieIeHUS
XJIOPUIOB TIOTa HEOOXOAMMO Hapsiy C MOBTOPHBIMU OIPEIEICHUsIMU POBOAUMOCTH TIOTa MPOBE-
CTHU TIOJIHOE oOcJiefloBaHue narueHTa, BraoJanee JHK-nquarnoctuky, pekaibHyIo 31acTasy u ap.
BaxHO MOMHUTB, YTO MPOBOAMMOCTS ITOTA OMPEEIAETCS] COBOKYTHOCTBIO BCEX MOHOB, MIPHCYTCTBY-
IOIIMX B MOTOBOW XMIKOCTU (KaJui, HATPUii, XJI0p, OMKapOOHAT, aMMOHUI U JIp.), U TIOITyYEeHHBIH
pEe3yJIbTaT MPEBbIIIAET UICTUHHYI0 KOHIEHTPaLuIo XJopuaoB [16, 17].

[TotoBast mpoOa MoxkeT ObITh TPOBE/IeHa PeOCHKY B Bo3pacTte 48 4acoB ¢ BecoM He MeHee 2 KT
[21-23]. V HegoHOIEHHBIX JeTell CKOPOCTh MOTOOT/EIEHUsI, KaK MPaBUJIO, HUXKE, YEM Yy JIOHOIIIEH-
HBIX. Bpems cOopa mota He JOIKHO TpeBbiarh 30 MUHYT, MUHUMAIBHO JOIYCTHMOE KOJMYECTBO
nota — 75 mr (15 Mk B kojwiekTope Macroduct), CKOpocTh MIOTOOTEICHUST JOIKHA OBITh He MeHee

1 r/m?/vun [9]. OGs3aTe/bHBIM SBISETCS NIpe/iIBapUTeIbHOE THIATEIbHOE OYMIIEHHE KOXM Iallu-
€HTa, BKJII0YAIOIIee MBIThEe MBLIOM U MOCIIEAYIONIYI0 00paboTKy criupToM 6e3 qodasnenus xjiopa. He
JOIyCKAaeTCsl HAaHECEHUE JIOCbOHOB M Macesl Ha KOXKY Iepej IpoBegeHueM Mmpoosl. Ocodoro BHUMa-
HUSI TpeOyeT MOroTOBKA KOXKH Y MallMeHTOB, [UIUTEIHHO HAXOSAIIUXCS B CTAaIl[MOHAPE.

B kauecTBe HOpMaJIBHBIX TOKa3aTeNleil peKOMEHIYeTCsl yUYUThIBaTh YPOBHU XJIOPHIOB (TTpoda
no ['mocony-Kyky), He npeBbimatonye <30 MMOJIb/JI, M MOKa3aTesll MPOBOAUMOCTH <50 MMOJIB/II.
[TonoxuTenbHBIMU B OTHOIIEHUMH MYKOBUCLIJ032 SBJISIIOTCS YPOBEHD XJIOPUIOB >60 MMOJIB/JT ¥ IIPO-
BoaMMOCTh Tota >80 mmonb/n (Tadmn. 1) [9, 5, 17, 18, 23].
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Tabmuua 1. MaTepnipeTaiys pe3ysibTaTroB HOTOBOTO TeCTa

Meron noroBiroaEens Hopma (mmons/n) ITorpaHMYHBIN pe3ynbTaT ITonoxuTenpHbINI
(Mmonb/m) pesynbrar (MMonb/m)
Knaccuaeckmit >60
(1o Im6cony-Kyky) <30 30-59 Ho ne Bbimre 150
IIpoBoguMocTh <50 50-79 =80
POBOR Ho ne Bpime 170

Ilorpanu4yHblie pe3yJabTaThl IOTOBOI MPOOBI

Bo3MoskHbIE IPUYUHBI TOTPAHUYHBIX PE3YJIbTATOB TIOTOBOM MPOOHI:

1. MapuBuyanbHBle OCOOCHHOCTH Y JIIOfIel 0e3 MYKOBHCITUI03a, OCOOCHHO Y B3POCIIbIX.

2. HenpaBwiibHasI TIOATOTOBKA K TTpo0e.

3. HocutesbCTBO «MSTKUX» MYTallMi MPU MYKOBUCLIMJO3€.

Takum 00pa3oM, MAITUEHTHI C TIOrPAHUYHBIMU PE3YJIbTaTaMK MOTOBBIX P00 (xyopuasl 30—59
MMOJIb/J1 W/unu npoBoauMocTb 50-79 MMOIB/T) TPEACTABIAIOT peabHble TPYAHOCTH ISl JUArHO-
CTUKHU.

Pexomenganun:

* HCIONB30BAaHME HECKOJIBKUX METOJOB OIpPEleeHUs XJIOPUIOB I10Ta;
MIOBTOPHBIE MCCIIEIOBAHUS;

* pacummpennbiil JJHK-ananu3 (cekBeHMpoBaHUE reHa);

*  paculMpeHHOe  KJIMHHMKO-Ta0OpaTOpHOE U HMHCTPYMEHTaJbHOE
o0ce/IoBaHus: KOMPOJIOTUsA (B TOM 4MCIe ompejeieHue (heKaJbHOI 31acTasbl),
NEKTPOIUTHI B OMOXMMUYECKOM aHaJIM3e KPOBH, IOCEB MOKPOTHI / Ma30K C 3a/IHEH
CTEHKH IJIOTKM, peHTreHorpadus rpyIHOM KJIETKH, IIa3yX HOCA, CIIEPMOrpaMMa;

» HaOmozeHve B lleHTpe MykoBHCHKZO32 O OKOHYATENLHOTO MPUHATHS
peteHus o auarHose. [lanmeHTsl He CHUMAIOTCS ¢ yueTa, TIOKa JUar{os He Oyaer
WCKJIIOYEH;

* B psAde EBPOINEICKUX LIEHTPOB [UIsl TMOATBEPKICHUSA JedeKTa
MOHHOIO TpaHCHOpTa NPUMEHSIOTCS METOJ, ONpPEAEIeHUs] Pa3sHOCTU Ha3aJIbHBIX
MOTEHIMAIIOB WM H3MEpeHHe 3JIEKTPUUYECKOro ToKa B OuomnTare KHUIIKU [23,
24, 25], orpaxaioume HapylieHue (PyHKIMM XJIopHOro Kanaima. OOa merona
OCHOBAaHBl Ha 3JEKTPUUECKOM XapaKTepe TpaHCIOpTa HWOHOB U  SBJSIOTCS
BBICOKOMH(POPMATUBHBIMHU 1J1s1 JUarHOCTUKK MB.

B Hacrosaee Bpems B PO nanHble METOABI HE UCTIONIB3YIOTCS.

JIO:KHOMOJIOKUTENbHbIE U JIOKHOOTPHIATEIbHbIE Pe3yJbTaThl IOTOBOIO TeCTa

[Tpu npoBegeHUr NOTOBOrO TeCTa BO3MOXKHO TMOTYYEHUE JIOKHOIMOIOKUTENBHBIX (10 15%) n
JIO)KHOOTpULIATENbHBIX (10 12%) pe3yabTaToB. DTO MOKET OBITh CBA3AHO KAK C TEXHUUECKUMHU OIINO-
KaMU, TaK U ¢ (PU3UOTIOTUIECKUMHU OCOOSHHOCTSIMU MareHTa [26].

Jlo:xxHOOTpHIIaTEe IbHBIE PE3YIBTATHI MOTOBBIN TECT MOXKET J1aTh Y AeTel, OonbHbIX MB, ¢ Hanm-
yrieM 0e3-0eKOBBIX OTEKOB, MO JIMKBUIAIIMYA KOTOPBIX TECT CTAHOBUTCS MONOKUTETbHBIM. HeoOxo-
VMO TTOMHUTH O BO3MOXHOCTH TMOTy4€HUs OTPUIIATENILHOTO pe3y/IbTaTa MOTOBOU MPOOkI Y OOTBbHBIX
MB, B 4aCTHOCTH y FOMO- UJIM TETEPO3UTOTHBIX HOCHUTENeN HeKOTOpbIX MyTauuid CFTR, pu KoTopsix
YaCTUYHO coXpaHsercs (pyHKLMsA XJOpHOro KaHaua (Hanpumep, 3849+10 kb C>T, E92K) [27-29].

C 1pyroii CTOPOHBI, JIOKHOTOTIOKUTENBHBIN TECT MOKHO MOTYYUTh y OOMBHBIX C LEJBIM PSAOM
3a0oneBanuil. OTHAKO OOJBIIMHCTBO U3 STUX COCTOSTHUM UMeeT BeChbMa XapaKTepHYIO KITMHUYECKYIO
KapTUHY M Y4acTOTa UX B NOMYJSMKU HeBeuka [30].

B Tab6nuiie 2 mepeuyncieHbl COCTOSIHUS, B PsAE CIy4aeB COMPOBOXKIAIOIIMECS MOBBIIIEHHEM
cozmepxkanusi xjaopuaoB nota. CriemayeT MOMHUTh, YTO MOJOOHBIE CUTYAllMU BCTPEYAIOTCS KpailHe
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PEAKO, a MOJOKHUTEIbHASA ITOTOBaA Hpo6a ABJIACTCA BbICOKOCHCHI/I(bI/I‘IHbIM TECTOM IJIA JUAarHOCTUKH
MB.

Ta6auna 2. JIpyrue cocTosiHusI, IPUA KOTOPHIX MOTOBas
npooda MokeT ObITh MOJIOKUTEJLHOI U MOTPAHNYHOMN

* Cunapom nprodperenHoro ummynoaeduuuta (CIINL)
* HegocrarouHOCTh (PyHKLIMM HA/ANIOYEUHUKOB
¢ [IceBorunoanbaoCTepoOHU3M

* AJIpEHOTeHUTAJIbHBIN CUHPOM

e Cungpom [layna

» Cunnpom Knsitngensrepa

* ATONUYECKUN AepMATUT

* DKTOIEpPMaJIbHAS TUCILIA3US

* CeMelHbIN X0NEeCTaTUYECKUI CUHIPOM

* Oyko3u103

* ['mukorenos, tum 11

» HegocrarouHoCTb II0K030-6-(pocparaspl

e ['unotupeos

* ['unomnaparupeos

* Pe3ko BbIpaxkeHHas rUnoTpodus (Kaxekcus)
* HepsHas aHopekcus

* Cunnpom Mopuaka

* Mykononucaxapuuos

* Hepporennslil HecaxapHbiii quader

* X pOHUYECKUI1 TAaHKPEATUT

* [unoraMmarioOyMHeMust

e [enuakus

[Tpu nosy4yeHun NoMo0KUTETHHOTO Pe3yJIbTaTa MOTOBOU MPOOHI ee ClieAyeT HOBTOPUTH BO BpeMs
CIIeYIOIIEero BU3UTA MAllMeHTa.

JleT ¢ MEKOHMEBBIM WJIEYCOM, BHYTPUYTPOOHBIMU MPU3HAKAMH TMIIEPIXOTEHHOTO KUIIEY-
HUKa, UMeoIIre OONMbHBIX MYKOBUCIIMIO30M CHOCOB, a Tak:Ke OTHOCSIIIMECS K TIpYIIe BBICOKOTO
pUCKa, TOJKHBI OBITH 0OC/IEIOBAHBI IyTEM MPOBEAEHUS IIOTOBOT'O TECTa HE3ABUCUMO OT PE3y/IbTaTOB
CKpuHMHra [9].

Ilokazanusa k NPOBCACHUI0 MOJICKYJIAPHO-TCHETHUYCCKOI0 TECCTUPOBAHUA B PAMKaX
HCOHATAJBbHOI'0 CKpUHHHTA:

* [lonoXuTENbHBIA pe3yJabTaT HEOHATAJIBHOTO CKPMHUHIA (HEOHaTasbHAs
TUTEPTPUNICUHOTEHEMHU 1) 1 TIOJIOKUTENIbHAS TTOTOBAsK poda

* [TorpaH4Hble pe3yJabTaThl IOTOBOW MPOOBI

* HeBo3MoXHOCTb NpOBeAEHUS] MOTOBOM MpPOOBl (HEJOCTAaTOYHBIA BeC,
HE3PeJIOCTh HOBOPOXKAEHHOTO, TSKECTh COCTOSIHUA, JIp.)

* Jlo xenaHu0 poaMTesed NMPU HEOHATAJIBHOW TUMEPTPUIICMHOTEHEMUU W
OTPULIATENIBHOM pe3yJIbTaTe MOTOBOM MPOOHI

Y4auteiBasi COBpeMEeHHbIE TIOAXO/IBI K NMaToreHeTnueckon tepanuu MB, Bcem nanuenTam ¢ MB
JOJDKHO OBITh PEKOMEHIOBAHO IMPOBeJeHUe FeHeTUYeCcKoro uccienaoBanus (cMm. Paznmen «['eHernka
MYKOBHCITU103a. MOJIeKyJISIpHO-TeHETUYeCKasl IMarHOCTUKA MPU MYKOBHUCIIU03€> ).
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Bo3mo:kHBIE PE3YJbTAaTbl HEOHATAJBbHOI'0O CKPUMHHUHIA:

1. HeoHnarasipHasi I'MIIEPTPUIICUHOTEHEMUS W IOJOKUTENIbHBIM PE3YJbTaT
noToBo# Mpodsl. [lnarno3 MB noareep:xaeH. HeoOxonumo HaOmoaeHre KOMaH101
CHELMAIMCTOB 10 MyKOBUCLIMI03Y, ONTUMaJIbHO — B LleHTpe MykoBucImao3a.

2. HeonarajpHass TIWIEPTPUIICHHOIEHEMHUS, IIOBTOPHbIE IOTPAHUYHBIC
pe3yJIbTaTh MOTOBOM Mpoosl, 1Be MyTaru CFTR, K TMHUYECKU 3HAUMMBbIe, B TPAHC-
nonoxeHuu (cm. Paznen «['eneruka mykoBucuuno3a. MonekynspHO-reHeTh4ecKast
AMArHOCTUKA MPH MYyKOBHCIMIO3e»). [uarHo3 MB nonrtepikaen. HeoGxonumo
HaOJTI0/IeHre KOMaH 10 CTIEIMAIMCTOB IO MYKOBUCLIM/I03Y, ONTUMaJIbHO — B LleHTpe
MYKOBUCLIMA03A.

3. HeonarajpHass TIMIEPTPUIICHHOIEHEMHUS, IIOBTOPHbIE IOTPAHUYHBIC
pe3yJIbTaThl IOTOBOW MpoOBI, oqHa wiu Hoib MyTanuid CFTR, Be3piBatonmx MB.
HuarHo3 «MB» uckmounts Henb3s [28]. Obs3arenbHbl KOHCYabTams B LleHTpe
MYKOBUCIIA032, €XKEKBAaPTaJbHBIE OCMOTpBI MAallE€HTa, MPU HEOOXOAUMOCTH —
yaitie. [IoBTopHbIE OTOBBIE TPOOBI KAK MUHUMYM B 6-12 Mec., pu HEOOXOIUMOCTH
— Ha BTopoM roay xku3Hu. CekBeHrpoBaHue reHa CFTR. [IoNoMHUTEIbHbIE METOIbI
00cJe10BaHus B TIOJTHOM OObeMe.

4. HeonartanbHasi TUIEPTPUIICUMHOTEHEMUS, OTPHULIATEJbHBIE PE3YJIBTAThI
notoBoit mpoOb, ABe mytauu CFTR (omHa W3 KOTOpHIX — C HEAOKa3aHHBIM
WIA HESCHBIM KJIMHMYECKUM mposiBieHueM). JuarHos «MB» ucKIOunTH
Henb3s [31]. OOs3arensHa koHcybTalus B LlenTpe mykoBucimgosza. OcMoTpsl
U TIOBTOpHBIE MOTOBBIE NpoOBI B BO3pacTe 6-12 Mec, panee €XerogHo
WIA yalle, C OLEHKOM OCHOBHBIX KJIMHMYECKMX I[apaMeTpoB (BeC, pocT,
HaJIMYMEe PEeCUPATOPHBIX MPOsIBJIEHNI ). HallmoHanbHbI aIropuT™M HEOHATAIbHOIO
CKpuHMHra He npeanonaraer nposeaeHus JHK-muarnoctukn B cinydae
OTPULIATESIBHOTO pe3yJIbTaTa MOTOBOM MpoObl. OJHAKO B peAKHMX Ciydasx
Takasl JMarHOCTUYeCcKas I0CJIeJOBaTeIbHOCTh BO3MOXHA. Hampumep, B ciyuae
HEBO3MOKHOCTHU TPOBE/IEHUsI TIOTOBOIM MPOOBI HOBOPOXKJEHHOMY C HEOHATAJIbHOM
TUINIEPTPUICUHOT€HEMUEN .

5. HeonaranbHasi T'MNEpPTPUIICUHOTEHEMUS, OTPULIATEJIbHBIE PE3Y/IbTaThl
MOTOBOM MpoObl. MYKOBUCIIMAO3 MajloBeposiTeH. JlMarHo3: HeoHaTaslbHas
runeprpuricuHoreHemusi. HaOmioneHue 1o MecTy JKUTEIbCTBA, IOBTOPHAs
KOHCYJIbTallUs1 C TIPOBEIEHUEM TOBTOPHOM MOTOBOM MpoOBI B Bo3pacte 1 roga wim
paHee Ipy MOSIBJICHUM CUMITTOMOB 3a00JI€BaHHUS.

CocrosiHuA, ONMCaHHBIE B MyHKTax 3 U 4, COOTHOCATCA C «HEONPEAEIEHHBIM IUarHo30M
MIPU MOJIOKUTESIBHOM HEOHATAIbHOM CKpuHUHIre Ha mykoBucinao3» (CFSPID, CF Screen Positive,
Inconclusive Diagnosis) B €BpONEnUCKUX peKOMeHJalusaX no auarHoctuke u CFTR-accoluMpoBaH-
HbIM MeTabonmueckum cunjapomoM (CRMS, CFTR-related metabolic syndrome) (Cystic Fibrosis
Foundation, CIIIA) (cm. Paznen «Knaccudukanmsa mykoBucimaosa») [31]. OHu oTpakaioT ClI0KHO-
CTH, NEPUOANYECKM BOZHUKAIOIIME BO BCEM MUPE, C UHTEPIPETALMEN PE3y/IbTaTOB HEOHATAJILHOTO
CKpHUHUHTA. [TaliMeHTsl ¢ HEOHATAJIPHOM TMIIEPTPUIICUHOIEHEMHUEN Y HEYCTAHOBJIEHHBIM JUAarHO30M
MIPE/ICTABIISAIOT COOO0M rpyniy pucka no pasputiio MB mnu CFTR-accolMMpOBaHHBIX COCTOSIHUM, B
CBSI3U C YeM TpeOyIoT HaOMOAEH! S ClIeLMAIMCTaMY B TEUEHUE HeolpeleJIeHHOro BpeMeHu. Poiurenu
JOJDKHBI TIOJTYYUTh MaKCUMAJIbHO MCUEPIBIBAIONIYI0 MH(OPMALMIO O COCTOSIHUM PeOEHKa, CUMITTO-
Max 3a00s1eBaHus1, B TOM YUCIIe CUHApOMA IceB10-bapTTepa, Meroaax ero npoprIakTUKH.

JIOKHOMOJIOKHUTEIbHbIE Pe3YJabTaThbl CKPUHHHIA
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Hapsny ¢ MB cyiiecTByeT Liesblil psij] TaTOJIOTMIECKUX COCTOSIHUM, TPU KOTOPBIX MOTYT UMETh
MECTO TUIEPTPUIICUHOTEHEMUS], & UIMEHHO MOYeyHasi HeIOCTaTOUHOCTh, BHYTPUYTPOOHAsT MH(pEK-
1151, aTpe3usi KUIIeYHNKa, HecaXxapHbIi ToYeuHbIi nuadeTt, Tprucomus 13-i u 18-i1 map xpomocom. C
ornpenenaeHHor yactotoi nossiieHre MPT ormevaeTcst y HOBOpOXIEHHBIX ceBepOaPPUKAHCKOTO U
apo-aMeprKaHCKOTO ITPOUCXOXKIEHUsI, a TaKKe Y HocuTesiel mytanuil B rene CFTR [32-33]. Munu-
MaJibHasl MOJIOKUTENbHAS MporHosupymomas BenrunHa (PPV-positive predictive value), T.e. uucio
AeTel ¢ UICTUHHO TOJIOKUTEIbHBIM PE3y/IbTaTOM CKPUHHHIA TI0 OTHOIIEHHIO K OOIIEMY YMCITy MOJI0-
KUTEJIbHBIX Pe3yJIbTaTOB, H0JIKHA cocTaBiasTh 0,3 [6].

Jlo:kHOOTpHLATE/IbHBbIE Pe3YyJbTAaThl CKPUHHHIA

MuHuManbHas 9yBCTBUTEIBHOCTh MIPOrPaMMbl CKPUHUHTA (IIPOLIEHT UCTHMHHO TOJIOKUTEb-
HBIX Pe3y/IbTaTOB CKPUHUHTA OT CyMMBbI HICTUHHO TIOJIOKUTEILHBIX U JIOKHOOTPUIIATEIBbHBIX, T.€. ITPO-
MYUIEHHBIX TP CKPUHUHIE) JOJIKHA COCTaBIATh 95% [6, 9].

JIO)KHOOTpI/IIIaTeJII)HI)Ie pe3yjJbTaTrbl TECTAa Ha I/IPT, MMpoOBE€AC€HHOI0 HaA nepnoﬁ
HeOaeJ€ JKU3HU, MOT'YT OTMEUYaThbCA:

i y HOBOpO)K)leHHI)IX C MCKOHUECBBIM I/IﬂeyCOM. HpI/I‘H/IHI)I ITOro ABJICHUA
A0 KOHIIa HCEIOHATHBI, BO3MOKHO, 9TO CBA3dHO C OTCYTCTBUEM 3SHTCPAJIbBHOI'O
IIMTaHU I NN OHepaTI/IBHI)IM BMCHIATCJIIBCTBOM. Hpﬂqu I103KE y ITUX JleTeﬁ MOKET
OTMEYaThCs CyIIIeCTBeHHOC IIOBBIIIICHUE ITOKA3aTEJIA,

* [IpY MepeIMBaHUM IIPENapaToB KPOBU MeHee ueM 3a 72 4 [0 B3ATHs o0pasia
[13];

* [IpY PECIUPATOPHBIX U KUILEYHBIX BUPYCHBIX MH(PEKLIMUSAX;

i Yy HeKOTOprX HEJOHOIICHHbIX UJIN He3peJ11>1x HOBOpO)K)leHHI)IX.

YuuTbiBasi BepOSITHOCTh HAJWYHS HEOHATAJIbHON rMNEePTPUIICHHOT€HEMHH Y TeTepo-
3UrOTHBIX HOcHTeseld MyTauuil B reHe CFTR, cuutaeM HEOOXOOUMbIM MH(OPMHUPOBATh poAUTEsIEH
peOeHKa C MOJIOKUTENbHBIM CKPUHUHIOM Ha MB 1 oTpuiiaTebHbIMU pe3ysibTaTaMy MOTOBOM IPOObI
0 BO3MOKHOCTH 00CJIeJOBaHUsI Ha MPEAMET HOCUTEIbCTBA MYTALIUIA.

Ilnan HaGm0eHUsI peGeHKa ¢ MyKOBHCIIH/1030M, BbISIBJE€HHBIM IO IPOrpaMMe CKpH-
HHMHIa HOBOPO7K1€HHbIX

OnTrMasbHblE CPOKY MIOCTAaHOBKY IMarHo3a: He nos3gHee 8 Henens [35]. PanHas quarnoctuka
CIIOCOOCTBYET JIyulieMy (pU3MYECKOMY Pa3BUTUIO, CHUKAET MOTPEOHOCTh B TEPAIUM, A TaKKe JaeT
BO3MOXHOCTb 3aM€/IJIUTh [TPOrPECCHPOBAHUE MATOIOTMYECKUX U3MEHEHUH B JIETKUX.

Oo6cnenoBaHre HOBOPOXKJIEHHOTO MPOBOAUTCS aMOY/IATOPHO ¢ COONIOIGHUEM MeEP O TMpeay-
NPeXJIEHUIO NEPEKPECTHOrO MH(pUIMpoBaHUs. [ocnuTanu3anus — B caydyae pa3BUTHS TSKEJIOTO
000CTpeHus, TpeOyIOIEro MOHUTOPHHIA COCTOSIHUSA U MpoBeJieHus B/B Tepanuu. [Ipu rocnuranu-
3a1K1 HEOOXOAUMO COOJTIOATh MPUHIIMIT pa3JeseHus: OOJNBHBIX 10 XapaKTepy BbICEBAEMON MHKPO-
(r1opsI, onTUMABHO — rocnuTaau3upoBarh B 60kckl (ITprka3z M3 PP ot 15 mas 2012 r. Ne 5351 «O0
YTBEPKACHUU NIEPEUHs] MEAULIMHCKUX U SMUIEMUOIOTMUECKHX MTOKAa3aHUI K pa3MEleHUI0 MalieH-
TOB B MaJIOMECTHBIX nasatax (Ookcax)» http://legalacts.ru/doc/prikaz-minzdravsotsrazvitija-rossii-
ot-15052012-n-535n/).

IToBTOpHAs1 KOHCY/IBTALMS MOC/IE TOCTAHOBKM AMArHO3a JI0JKHA OBbITh ITPOBEJEHA He MO3/IHee
2-X He[lelb, 110 JKeJNaHUI0 poauTesell — paHblie. Ponurenu pedenka ¢ MB nomkHB UMETh BO3ZMOX-
HOCTb KOHCYJIbTUPOBATbCS CO CIELMATMCTOM MO Mepe BO3HUKHOBEHHS TaKOM HEOOXOOMMOCTH (B
pabouune yacel). OHM JOJKHBI UMETh MHCTPYKIIMH, Ky/Aa oOpaiiaTbcss B Hepaboure Yachl B ciyyae
HelpeaBUIEHHbIX 00CTOATENLCTB [9].
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Yacrora ocMoTpoB: A0 3-X Mec — Kaxple 2 Heaenu, 3-6 Mec — exemMecsuHo, 6-12 mec — 1 pa3
B 2 Mec, Jjajiee — eKeKBapTaJIbHO.

C MoMeHTa IMOCTaHOBKHM auarHo3a «MB» peOeHOK ToKeH HaOMoIaThCs KOMaH/IoN CIierya-
JIMCTOB: Bpau-nieauarp (CreruaiucT Mo MYKOBUCIMIO3Y), KHHE3UTEPANIeBT, HYTPULIUOJIOT, & CEMbs
JOJDKHA IMETh BO3MOXKHOCTB TIOJTy4aTh KOHCYJIBTAIMK TICUXOJIOra, Bpadya-TeHeTHKa, cuocam JIOKHA
OBITH TIPOBeJIeHa MOToBas mpoda. [Ipy HEOOXOQMMOCTH MPHBJICKAIOTCS BPAYM JAPYTUX CIIEIIHATBHO-
CTel.

B ciyyae HEBO3MOXHOCTU MPOBENEHUSI B KOPOTKUE CPOKU TMOATBEPKAAIONIEN AUArHOCTUKHU
MB (notoBsiil Tect, JHK-nuarHoctuka), npu HaIMYMKM XapaKTepHbIX KJIMHUYECKUX MPOSBICHUN
3a0oseBaHMs (KUIIIEYHBIN CHHIPOM CO CTeaTopee, 3aiepKKa (PU3NIecKoro pa3BUTHS, PECIIUPATOP-
HBIE MPOSIBJICHUSI, MEKOHUEBBIN UJIeyC U [Ip.) AUarHo3 «MB» MoxkeT ObITh YCTAaHOBJIEH KJIMHUYECKH.
HezamemmtensHO 0/KHA OBITH HavyaTa MOCHHIPOMHAS Tepamnus (3aMecTuTesbHas (hepMeHTHas,
MYKOJIMTHYECKAsA, Tepanus XKUPOPACTBOPUMBIMU BUTAMUHAMM, NOOaBjieHUe coiu B rnumiy). [lom-
TBEPXKJA0IAast JUarHOCTUKA B ITUX CITydyasx MOXeT OBbITh ITPOBe/IeHa MO3/IHee.

II. /IuarnocTuka nmo KJIMHUYECKNM NMPU3HAKaAM

Huarnoctrka kiaaccuyeckor hopmbl MB 00bIUHO He mpecTaBisieT cinoxHocTed. Knaccuye-
CKMiA (DeHOTUIT OOJIBHOTO SIBJISIETCSI PE3YJIbTATOM HAJIMYHMS IByX MYTAHTHBIX KOMUI I'eéHa MyKOBHC-
IIUJI03HOTO TpaHcMeMOpaHHoro peryisitopa (CFTR), umetonmx KianHudeckue nocnenctsus (http://
seqdb.med-gen.ru/), u XapakTepusyeTcss XpOHUYECKOW OaKTepraabHOW MH(EKIen IbIXaTeTbHbIX
MyTel ¥ MPUIATOYHBIX Ma3yX HOCa, CTeaTopeeid BCIEeICTBIE BHEITHECEKPETOPHOU HEJOCTATOYHOCTH
TMIOJIKEITYTOYHOM KeJIe3bl, MYKCKHM OeCIUIOIMeM U3-3a2 00CTPYKTUBHOM a300CTIEPMUH, A TAKKE TIOBBI-
IIIEHHOW KOHIIGHTpAllMel XJIOPUIOB MOTOBOM xkuakoctu [1, 3, 4, 6, 29]. I[IpoOnemMbl UarHOCTUKU
MB, Kak npaBuiIo, CBA3aHbI C (PEHOTUMMUYECKUM pa3HoO0OpazueM ero ¢opm, 0OyCIOBJICHHBIM TeHe-
THUYECKUM MOJMMOP(pU3MOM 3a00/IeBaHus1, HAPSAY C BIMSHUEM T€HOB-MOAUDUKATOPOB, (haKTOPOB
BHEITHEH cpefibl (MEAMKaMEeHTOB, TIOJUTIOTAHTOB, KypeHust U 1Ip. ). I1aleHTs ¢ Tak Ha3bIBAEMbIM aTH-
MUYHBIM MYKOBHCIIAO30M MMEIOT KaK MUHUMYM OJIHY KOMHIO MyTaHTHOTrO reHa CFTR, pyHKuus
KOTOPOT'0 YaCTMYHO COXPaHEHa, — «MSTKKMe» MyTaluu. B psne ciyuaeB «Msarkue» myraiuu MB o0y-
CJIOBJIMBAIOT €r0 AMAarHOCTHKY BO B3pOCJIOM Bo3pacTe. Kak rpasuiio, B 3To# rpyrine OOJIbHBIX OTMe-
yaeTcs 6osiee MATKOe TeueHne O0JIe3HH B CBS3H C COXPAHHOCTBIO (DYHKITMHY MOIKETYIOYHOM KeJe3bl
Y HETSIKEJIbIM NIOPaKEHUEM OpPraHoB jblxaHus [37].

B abcomorHOM GonbIMHCTBE citydaeB MB MoxeT ObITh AMarHOCTUPOBAH B paHHEM JETCKOM
Bo3pacre (B 90% ciyyaeB — Ha MepBOM rofy ku3HH). K coxasieHuio, HepeIku Cllydau IMarHOCTUKU
MB y B3pOCIIBIX € KJIACCUUECKUM (DEHOTHUIIOM.

VuuteiBasi BO3MOKHOCTh TOJNYUYEHHUsI JIOKHOOTPHULIATENIBHBIX PE3YJIbTaTOB HEOHATAJIBHOTO
CKPUHHHTA, a TaKXke TO 0OCTOATEIbCTBO, UYTO B P® HeoHaTanbHBI CKpUHUHT Ha MB mpoBonuTtcs
¢ 2006-2007 rT., HE TepsieT CBOEH aKTYaJbHOCTH aHAJIW3 IPYI PUCKA, BKJIIOYAIOIIMX MMAl[UEHTOB C
MATOJIOTUEH KeTyI0UHO-KHUIIIEYHOTO TPAKTa, OPOHXOJIETOUHBIMU HAPYILIEHUSIMH, TIATOJIOTUEH IPYTHX
OpraHoB, a TaKKe POACTBEHHUKOB O0bHBIX MB (Taom. 3).

Tao6auna 3. I'pynnbl pucka s qud¢pepeHnuaabHOM
JINAarHoCTHKHM MyKOBucIH03a [1]

I. BpoHxoJsierounbie HapymeHUs

1. TloBTOpHBIE ¥ pElMAMBUPYIOLIME MHEBMOHUM C 3aTSDKHBIM TEUCHHEM,
0COOEHHO JIByCTOPOHHHUE
2. bponxuanbHas actma, peppakTepHasi K TPaJUIIMOHHOW Tepanuu
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3. PermauBupymonme OpOHXUTHI, OPOHXMONUTHI, OCOOEHHO C BbhicEBOM P.
aeruginosa
4. [IBycTOpOHHUE OPOHXOIKTA3BI

II. I3MeHeHus1 CO CTOPOHBI KeJIyJ0YHO-KNIIEYHOr0 TPAKTAa

1. CuHIpPOM HapyILIEHHOTO KMIIEYHOTO BCAChIBAHUS HESCHOTO FeHe3a

2. MeKOHMEBBII UJIEYC U €T0 SKBUBAJIEHTHI

3. I'unepsXoreHHOCTh KUIEUYHHUKA 1042

4. Xenryxa oOCTPyKTHBHOI'O THIIA Y HOBOPOXKAEHHBIX C 3aTSKHBIM TEUEHUEM
5. [luppo3 neyenn

6. CaxapHbliil 1uadeTt

7. T'actpoazoareanbHbIN pedIIoKe

8. BeinaieHue npsAMon KUIIKU

II1. ITaToJsi0rusi CO CTOPOHBI APYTUX OPraHoOB

1. Hapyiienue pocrta u pa3BuTUs
2. 3agepkKa MmoJoBOro pa3BUTHUS
3. My:xckoe Gecruioue

4. X pOHUYECKHUIA CHHYCUT

5. INonumns! HOca

6. Cunapom riceBio-baprrepa

IV. YUnens! cemeii 60JbHBIX MYKOBHCI[H1030M

Cpeny KIMHUYECKUX IMPOSIBJICHUH, XapaKTepHbIX 11l MB, MOXHO BBIIEIUTH BHICOKOCHELIU-
¢uunbie u menee crienmduynsie (Tadn. 4). CoctosiHUs, MPEACTaBIECHHBIE B JIEBOW KOJIOHKE Tab-
JIUIIB, B 20COMIOTHOM OOJIBIIMHCTBE CTy4aeB BCTpevalotcs y 6onbHbIX MB. IIprunHoii cocTosiHmiz U3
MPaBO¥ KOJIOHKM MOTYT OBITh APyrue 3a00JieBaHus1, HAIIPUMEp NepBIUYHAS LIMJIMApHAsT TUCKUHE3US,
MMMYHOAE(ULIUT U T.JI.

Tabmuua 4. Kimmaudeckue nposiBiieHus1, XxapakTepHble a1 MB
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Bricokocnenuduyansie pis MB Memnee cnenuduyansie gus MB
Kenydouno-kuweunvie: Kenydouno-xkuweunuvie:
» MeKoHMEBBIN UIeyc » OrcTaBanne GU3NIECKOTO PA3BUTHS
« DK30KPMHHA HEJJOCTATOYHOCTb IIOIKENyLO4HOI1 | * [MonporenHemust
JKeTIe3bl y JeTeit o Jeuuut >KMpOopacTBOPUMbIX BUTAMUHOB

« CIVIO (cuHApOM UCTAIbHOI MHTECTMHAIBHON 06CTPYKINM)

« PexTanbHbII1 Iponanc

» Bunnapnsiit quppos

« [TopTanbHas runepTeHsus

« XKB y feteit 6e3 reMOMMTNYECKOTO CHHAPOMA

o [lepBUYHBIiT CK/I€PO3UPYIONINIT XOAHTUT

* OK30KpMHHAs HEJJOCTATOYHOCTD NOJIKENTYI0UHOM JKe/e3bl Y B3POC/IBIX
» PerpuiuBupyronmii DnaHKpeaTuT

Co cmoponvi dvixamenvioix nymeii: Co cmoponvt dvixamenvHvLx nymeii:

. XponquKaﬂ ]/[H(i)e}(u]/[;{’ BbI3BaHHAA . XPOHI/I‘{GCKM W penuanBupyomas I/[HCI)CKLH/IH, BbI3BaHHas
mykoupHoit dopmoii P. aeruginosa S. aureus, P. aeruginosa, A. xylosoxidans, H. influenzae

. BpOHXOSKTaBbI B BerHI/IX [OJIAX 060]/[x JIETKUX « Pentrenonornyeckne l'IpI/I3HaKI/I 6POHX03KT330B, aTeNeKTa30Bs,

o [Tepcuctupyronias nxdexuus, BbI3BaHHAS TUIepUHOIALMM MU XPOHMYecKast MHPUIbTpaLus Ha
B. cepacia complex PpEeHTTeHOTpaMMe OPTraHOB IPYAHON IOTOCTH

« [Tomnsr HOCa y feTeit « KpoBoxapkaHbe, cBsi3aHHOE ¢ 1 Y3HBIM IIOpAXKEHUEM JIETKUX,

OT/IMYHBIM OT TY6epKy/e3a MM BacKy/InTa
» XpOHMYeCKuIt ¥/Um NpOyKTUBHbII KalleTb
« ABITA (amneprydeckuit 6pOHXOIYIbMOHA/IbHBII ACIIEPTUITIE3)
« [Tonumpl HOCa y B3pOCIBIX
« PenTrenonornyeckue npu3HaKy XpOHMYECKOTO TAHCHMHYCUTA

20e: 20e:

« Cunppom nicespio-baprrepa « YTO/IIIeHNe KOHIIEBBIX (aaHT

« BpoxxzieHHOE€ IByCTOPOHHEE OTCYTCTBIE » Ocreonennsa/ocreonopos B Bospacte <40 et
CeMABBIHOCSIIMX TPOTOKOB » Hetunuunsnit guaber

B Tabmurie 5 npencrariieHbl 0COOEHHOCTH MPosiBJicHHd MB B pa3Hble BO3pacTHBIE TIEPUOJIBI
[1]. 3Hannre 3THX OCOOEHHOCTEN IOMOraeT CHENMAINCTaM, HAOMIOAAINAM IalleHTa ¢ TEMUA WA
WHBIMU CHMIITOMaMH, BKTIOUUTh MB B mepeuens 3a0oneBanuil 1uist audhepeHIManbHOl AUarHo-
ctuku. OcoOSHHO 3TO KacaeTcs IeTeld paHHero BO3pacTa, Koraa KIMHUYEeCKasi KapTUHA eIlle MOXKeT
OBITH HETIOJTHOM, HO Ha cebs OyayT oOpallaTh BHUMaHHE HEKOTOPbIE MPOSBIICHHUs, HAIIPUMEP MEKO-
HUEBBIN UJIEYC MPU POXKISHUH I CHHAPOM TOTEPH COJIEH, He UMEIOIINI CBSI3M C TIATOJIOTHe ITOYeK.

0-2 roga

3-16 Jaet

Ta6auna 5. Kimandeckne 0CO0€HHOCTH MPOsIBJIEHIH
MB B pa3jn4HbIe BO3pPACTHbIE EPUOIbI

* [Inoxas nmpubaBka Beca

* Crearopes

* PetunuBupyioriye OpoHXUTHI/OPOHXHOIUTHI

* MeKOHUEBBIT WIIEyC

* PexTasbHbIN TTpOJIAIc

* [unonporenHeMUYeCKUe OTEKU

e [ITneBMOHUsA/5MIIIEMA

» Cungpowm ncesno-baprrepa

* 3arsDKHAs KeTyXa HOBOPOKICHHBIX

* [ToBbIIIeHHAsT KPOBOTOYMBOCTb, CBSI3aHHAs C AepuimToM BuTamuHa K

* PetyvBupyiomiasi iH(GEKLUsl OPraHOB JIbIXaHUs WK acTMa
* nnonatnyeckre OPOHXOIKTa3bl
* Crearopes
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* CUHYCUTBI U Ha3JIbHBIY NIOJIMIIO3

» QoKaLHBIA OMTMAPHBIN ITUPPO3

* Hapy1ieHre ToJIepaHTHOCTH K YIJIeBOaM

* XpoHHUeCcKasi UHTECTUHAJIbHASI OOCTPYKIIHS, UHBArMHALIMS
* TeruoBo# ynap c runoHaTpueMuein

B3pocabie

* AzoocriepMus/AByCTOPOHHSA aTpe3usl CEMABBIHOCSAIIMX IIPOTOKOB
* bpoHxo03KTa3bI

* X pOHUYECKUI CUHYCUT

* OCTpbli W XPOHUYECKUM [TAHKPEATUT

* Aeprudeckuii OpOHXOJIErOUHbBIN acrepruiies

» doKabHBI OUIMAPHBIN [TUPPO3

* [ToprasipHas runepreHsus

 Xonenuruas

* HapyiieHue ToepaHTHOCTH K YIJIEBOJAM

I11. /ImarHocTHKa cpeau PoACTBEHHUKOB 00JbHBIX

[Tpu mmarnoctrike MB nOMmKHBI OBITH 00CIIEIOBAHBI CUOCH OOJTFHOTO, HE3aBUCUMO OT Pe3yJib-
TATOB HEOHATAJIBLHOTO CKpUHUHTA. CeMbe HEeOOXOAMMO MPEIOKUTh KOHCY/IBTAIINI0 TeHETHKA IS
MOJTyYeHU s MTH(POpMAIIMK O TUTIe HACJIeJOBaHMU s 3a00JIeBaHUsI M BO3MOKHOCTSIX TTOCTIETYIONIEro Tia-
HUpOBaHUs JeTopoxaeHus (cMm. Pasnen «I'eHeTrka MykoBUCLMA03a. MoONEKyIsIpHO-TeHETHYECKast
JOUArHOCTHKA MPU MYKOBUCITHIO3€» ).

IV. IIpenarajbHas JUArHOCTUKA

* Moneky/nsipHO-TeHeTUYeCKasl TUarHOCTUKA B CEMbSIX BBICOKOTO PUCKA (CM.
Paznen «I'eHernka mykoBHCLMI03a. MOJNEKYISIPHO-T€HETUYECKAs] TMArHOCTUKA
MPU MYKOBUCIIMIIO3E» ).

e JlmarHo3 MoXkeT OBITh 3arofOo3peH TNpu Y3-HCCIIeIOBAaHUU  IUIOA
BHYTPUYTPOOHO TIPH HAJIMYMU XAPAKTEPHBIX Y3-JIaHHBIX THIIEPIXOTeHHOTO
kumeynnka [37]. B 50-78% cnyyaeB 310 cocrosiHue Oyner cBsizaHo ¢ MB
WU TIPOSBUTCA MEKOHHMEBBIM WIEYyCOM. JIMarHo3 B 3TOM Clyyae MOXKET ObITh
YCTaHOBJIEH ellle JI0 poXJIeHUs peOeHKa. B To ke BpeMsl STOT IPU3HAK He SIBJISIeTCS
BbICOKOCTIEIIM(bUIHBIM [Tt MB, OH MOXeT ObITh TPAaH3UTOPHBIM SIBJICHHEM, a TAKKe
CBSI3aHHBIM C JPYTMMM Hatojiorudyeckumu coctossausiMu [38]. JTHK-nuarnoctuka
ponuTesiel 1aeT HeoOXOMUMYI0 MH(MOPMAIIMIO O HAJTMYUKM MYTaIlMid Y KaxkJIoro us3
ponuTesield U Mo3BOoJIsET Mpearoararh 3a00/ieBaHre Y peOeHKa MPH POKICHUH.

V. IlpeumnianranuoHnas auarHoctuka (cm. Paznen «['eHeTnka mMykoBHCIE103A.
MoJieKyasipHO-TeHeTHYeCKasl TNarH0CTHKA MPH MYKOBHCI[H/103€»)
OcHOBHbBIE MOJIOKEHHS pa3jea:

1. Hopmanbhbiii mnokazatenb WMPT, B3sThiil mocine 8 Hemenb KU3HU
HOBOPOX/JIEHHOTO, HE MTO3BOJISAET UCKII0UMTh MB.

2. leTy ¢ MEKOHUEBBIM WJIEYCOM He3aBUCUMO OT ypoBHs PT Hyxpaatorcs B
MPOBEJEHUH TIOTOBOH MTPOOHI.

3. HopMasibHBIMU MOKa3aTessIMU TIOTOBOM MPOOBI ClIEAYeT CYMTATh B JTIOOOM
BO3pacte XJopuiapl <29 MMOJIb/I ¥ MPOBOIAMMOCTb IOTa, IKBUBAJIEHTHYIO <50
MMOJIb/J1 XJIOPUJA HATPUS.
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4. HeoOxonuma TiaTe bHast HOArOTOBKA KOXH Tepe[] MPOBeJCHUEM TTOTOBOM
pOOBI.

5. JloXHOMONMOXKUTEbHBIE PE3YJIbTaThl HEOHATAJBHOIO CKPUHMHIA MOTYT
MMETb MECTO y Hocutesell Mytauuii B reHe CFTR.

6. bonbabie MB — Hocutenu «msrkux» mytaiuii B rene CFTR — MOTYT UMETh
MIOrPaHUYHbBIE ¥ OTPHULIATENIBHBIE PE3YbTATHI IOTOBOW MPOOHL.

7. OrpunarenbHas MOTOBast Mpoda IMpU TMOJOKUTETHHOM HEOHATATBHOM
CKPUHHMHIE U XapaKTepHON KJIMHUYECKON KapThHe Tpedyer npoBenenust JTHK-
JAUArHOCTUKHU.

8. OnTuMasbHble CPOKM YCTAHOBJICHHMSI JUArHO3a M Haydaja HaOIofeHUs
MAlMEHTa, BBISBJIEHHOTO 0 MPOrpaMMe HEOHATAJIbBHOTO CKPUHMHIA, — MEpBblE 2
MecsALA KU3HU.

9. O6cnenoBanue 1 HAOJIOIEHE HOBOPOXKIEHHBIX IO MPOrpaMMe MacCOBOTO
CKPUHHMHIa HOBOPOXJIEHHBIX JOJKHBI MPOBOAUTHCS C COONMIOICHUEM TPUHIIMIIOB
NpOUIAKTUKA  TIEPEeKPECTHOTO U BHYTPHU-OOJBHUYHOTO  WH(UIIMPOBAHUSA,
OINTHMAJIBHO — aMOYJIATOPHO WJIM B YCJIOBHSIX THEBHOT'O CTAIlMOHAPA.
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3. 'eHeTuka mykoBucnuo3a. MoJjgekyJasipHo-
reHeTn4YecKasi JUarHoCTUKA NPU MyYKOBHCIIH {03 e*

Myxkosucuuio3 (MB) — yactoe MOHOreHHoe 3a00seBaHue, 0OYCJIOBIEHHOE MYyTallUsIMU TeHa
CFTR (ABCC7). I'en CFTR copepxuT 27 3K30HOB M pacnoyioxkeH B pernone 31.1 mmHHOro mieya
7-i1 xpomocomsl (7q31.1). 3HaunTeNbHBIE JOCTUAKEHUSA B Pa3BUTUM METOIOB U TEXHOJIOTMU MOJIE-
KYJISIPHO-TEHETUUECKOTO TECTUPOBAHMS TTO3BOJISIOT B OOJBIIMHCTBE CIIy4aeB YCIEIIHO OCYIIEeCTB-
JISITh MOJIEKYJISIPHO-TEHETHUECKYI0 iMarHocTuky MB. Hanbosbiiyio TpysHOCTb B HACTOSIIITMI MOMEHT
IIPE/ICTABIISIET OLIEHKA BKJIa[a B pa3BUTHE 3a00/I€BaHUsl PEJKUX U paHee He UAECHTU(DUIMPOBAHHBIX
MYTaLMii, a TakXke ONpeleseHUe CBA3M TeHOTHI-(DEHOTUI U BIMSAHUS T€HOB-MOAMDUKATOPOB Ha
TSKECTh 3a00JIeBaHUSI.
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3.1. Tunbl reHeTHYECKUX MyTaUi

BeisiBriennbie B redne CFTR MyTanuu 10 TUTIAM PacTIpeIesISIoTCs CIeAYOIIUM 00pa3oM: MHUC-
CEHC-MYTaIK COCTaBISIOT 39,61%; MmyTalu co CABUTOM paMKu cuuThiBaHus — 15,60%; myTarmu,
Hapymialipe caiT crutaiicudra, — 11,36%; HoHcenc-myTaiun — 8,32%; nenenuu/uHcepuuu 0e3
CIOBHUIra paMKu cuuThiBaHusA — 1,99%; npomotopubie MyTauuu — 0,75%; oOmIMpHBIE MEPECTPONKH,
OXBATHIBAIOINE HECKOJIBKO 9K30HOB, — 2,59%); BapuaHTHBIE MOC/IE0BATEILHOCTH (TIOIMMOPGU3MBI)
— 13,30%; u3MeHeHus1 MOCJIeI0BaTeIbHOCTH, KIMHUYECKUE MOCEICTBUS KOTOPHIX HE JOKa3aHbl, —
6,38% Bcex ameneit [1]. Cinydyan myTauuii de novo U OTHOPOIUTENHCKON TUCOMUU XPOMOCOMBI 7,
Hecyie MyTaHTHbI red CFTR, equHUYHBI [2].

CBa3p mytaumii B reHe CFTR ¢ kiuHn4YeCcKMMH NMposiBjaeHusivu MB

Bcee myraunu B rene CFTR MOXHO pa3fieMTh HAa YEThIPE IPYIIIHI (J1ajiee IPUBEIECHbBI TPUMEPBI
HanOoJiee YacThIX MYyTalUid, OTHOCSIIMXCS] K Pa3HbIM I'PYIIaM; Ha3BaHUsI MyTalUi MPeCTaBICHbI
COIVIACHO TPaJMIIMIOHHON HOMEHKJIAType):

* A. Mymayuu, npusoosiyue Kk myxosucyuooszy: F508del, R553X,
R1162X, 2184insA, 2184delA, CFTRdele2,3, 3120+1G>A, 1507del, 1677delTA,
G542X, G551D, W1282X, N1303K, 621+1G>T, 1717-1G>A, A455E, R560T,
G85E, R344W, R347P, 711+1G>T, 711+3A>G (*), 1898+1G>A, S549N,
3849+10kbC>T, E822X, 1078T, 2789+5G>A, 3659delC, R117H-T5 (*), R117H-
T7 (¥), D1152H (*), L206W (*), TG13-T5 (*).

* b. Mymauuu, npusoosuue k CFTR-cészannvimu 3a60nesarusim: R117H-TS
(*), R117H-T7 (*), TG13-T5 (*), TG12-T5 (*), D1152H (*), S977F, R297Q (*),
L997F, M9521, D565G (*), G576A (*), TG11-T5 (**), R668C-G576A-D443Y,
R74W-D1270N.

* B. Bapuanmul HykaeomuoHoli nOCAE008AMENbHOCU, He UMEIouiue
kaunuueckozo 3uavernusi: 1148T, R75Q, 875+40A/G, M470V, ES28E, T854T,
P1290P, 2752-15G/C, I807M, I521F, F508C, 1506V, TG11-T5 (**). B nacrosiiee
Bpems cumrtaercsi, uto mytauuu S1235R, 11027T, R31C, 7T, G576A, R668C,
V754M, L997F, R1162L He npuBOAAT K MyKOBUCLIAA03Y, HO B HEKOTOPBIX CIIydasix
MoryT BcTpeuatbesi npu CFTR-cBsa3aHHbIX 3a0oseBaHusiX. COOTBETCTBYIOIIME
cBeJeHus BKJIOueHbl B 06a3y naHHbIX CFTR2 [CFTR
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