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Pestome. BoisiBieHie fieteil ¢ IOOKUTENBHBIM CKPUHIHTOBBIM TeCTOM Ha MyKoBUCII03 (MB), HO Ge3pesynbTaTHBIM IMATHOCTIYECKIM TeCTHPOBAHIEM
B 3apyOeXHOIT uTepaType TPAKTYeTCs KaK MeTAO0MIUeCKItii CHHAPOM, CBA3AHHbLII ¢ TPAHCMeMOPAHHBIM PEryaaTopoM mpoBogumocTy (cystic fibrosis
transmembrane conductance regulator related metabolic syndrome, CRMS), mit6o nonoxurensHbit, vey6emurenshbiit auarnos MB (cystic fibrosis screen
positive, inconclusive diagnosis, CFSPID). Lenb nccrenoBanus — aHams ny6IMKaLii 0TeeCTBEHHBIX I 3apYOKHbIX aBTOPOB 110 IAHHOIH TeMe. Bout nc-
T0/Tb30BAH AHATTMTIYECKIIT METOT M3Y4eHIs IITePATYPBI 10 IPo6eMe HeyOeRUTENbHOTO MyKOBHCIA03a 3 ocneame 12 et (2010-2022 rr.) 1o 6a3am:
PubMed, EMBASE database, Cochrane Library, Wiley, Springer Link, Elsevier, Kubepnerutka. B cratbe omucaHb! anropuT™bl HabMofieH A 33 MalieHTaMu
C COMHUTETTbHBIM IMAaTHO30M MYKOBICIIN/I033, IPeficTaBNeHbl BapuanThl porHo3os CRMS / CESPID.

Kniouesvte cnoga: myxosuciunos, CRMS/CESPID, notosas mpoba, Metabomdeckiit CHHIPOM.

Kongnuxm unmepecog. ABTOPbI IEKTapUPYIOT OTCYTCTBIE ABHBIX I MOTEHIMA/TbHBIX KOHQIKTOB HHTEPECOB, CBA3AHHBIX C MyOMIKaIMelt HacToselt
CTATB.
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Cystic fibrosis transmembrane conductance regulator related metabolic syndrome:

a literature review

N. L. Potapova, A. I. Markovskaya
Chita State Medical Academy, Chita 672000, Russian Federation

Abstract. In foreign literature, identification of children with a positive screening test for cystic fibrosis (CF), but unsuccessful diagnostic testing is interpreted
as a metabolic syndrome associated with a transmembrane conduction regulator (cystic fibrosis transmembrane conduction regulator related metabolic
syndrome, CRMS), or a positive, inconclusive diagnosis of CF (cystic fibrosis screen positive inconclusive diagnosis, CFSPID). The purpose of the study is to
analyse the publications of Russian and foreign authors on this topic. The analytical method was used to study the literature on the problem of inconclusive
cystic fibrosis published over the past 12 years (2010-2022) in the following databases: PubMed, EMBASE database, Cochrane Library, Wiley, Springer Link,
Elsevier and Cyberleninka. The article describes algorithms for monitoring patients with inconclusive diagnosis of cystic fibrosis and presents variants of
CRMS / CFSPID prognosis.
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BBenenue

3a mocnefiHee JecATUIETIE B IMATHOCTUKE MYKOBUC-
umposa (MB) 3a cueT HeOHaTaIbLHOrO CKPUHMHTA JJOCTUT-
HYT 3HAYUTENbHBIN mporpecc [1, 2, 3]. IIpu atom retepo-
TeHHOCTb (peHOTUIIOB, CBA3AHHBIX C AuchyHKuuMeir MB
TpaHcMeMOpanHoro perysatopa nposogumocty (CFTR)
u myTtanysmu B rede CFTR, crama 6071€€ OYEBUTHOI, Ha-
4yHasA OT KIACCUYECKVX MPOsABIEHNUIT 3a60/1eBaHNA U 3a-
KaHUYMBas HEOINPee/leHHbIM [MarHo30M, IIPU IOTOXKMU-
TeTIbHOM pe3y/IbTaTe CKPUHIHTA HOBOPOXK/IEHHBIX [4, 5, 6].

2. HeonaranmpHas rUNepTPUIICMHOTEHEMUA WM Xa-
paKTepHble KIMHUYECKME MTPOABIEHN, TaKie KakK
nudysHble OPOHXOIKTA3BI, BBICEB U3 MOKPOTHI
3HauuMolt i MB marorenHoit MuKpodIOpsI
(0COOEHHO CMHETHONHOI Ma/TOYKM), 9K30KPUHHASA
IaHKpeaTnyecKas HeloCTaTOYHOCTD, CMHAPOM II0-
TepU cojtelt, 00CTPYKTUBHAS azoocrepMus [7].

B peanbHON KIMHMYECKOM IPAaKTUKE [UarHO3

He BCEIZlA MOXKET OBITb BBICTABIEH CPa3y U TOYHO.
«COMHUTETIbHBII», «Hey6e,T.[I/ITeHbeI]7[», «HeolIpefe-

HaumoHa/bHBIM KOHCEHCYCOM B XOfe IepecMoTpa
EBpormeiickux CTaHapTOB yTBEP)KAEHBI CIIEAYIOLe [1-
arHOCTMYeCKIe KPUTEPUIU MYKOBUCIIMIO03a:

1. TTo/mOXXUTENbHBIIT Pe3y/IbTAT IOTOBOTO TECTA W/ MITH

nee myrauyuu MBTP (CFTR), BoisbiBatoume MB
(cormacno 6ase CFTR-2).

JIEHHBI/I» — BCe 3TO BapMAHTBHI OOO3HAYEHUS] U BbIfie-
NeHNA B OTAENbHYI0 TPYNIY MalyeHTOB C HEYCTaHOB-
JIEHHbBIM OKOHYATelTbHO [MarHO30M MYKOBUCLMZO3a.
Takoe momoXkeHme — «He sICEH AMATHO3» — ABJSETCS TICK-
XOJIOTMYECKN TSKENbIM UM JJIA pOJUTENel, U I Bpa-
4a. Bpemsa OXMpaHuA 0O yTOYHEHMA IMArHo3a MOXKHO
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OTHECTH K «IIOTEPSHHOMY BpeMeHM» B Clydae, ecn
IIMarHO3 M03/{Hee IOTBeP>KHaeTcs [8].

B 3apybOexxHBIX CTpaHAaX, COITIACHO PpEIIEHUI0
EBpormeiickoro o6mecTBa MO MYKOBUCL/O3Y, pelie-
HO BBICTAaB/IATDb IAL[MEHTaM JAHHOJ TPYIIIbI AMArHO3bL:
«MeTabommueckuit cuHapom, ceazaHHbll ¢ CF TpaHc-
MeMOpaHHBIM perymsaTopom tnposogumoctu (CFTR)»
(CRMS), «IIONOXWUTENBbHBI ~ pe3yIbTaT CKPMHMHIA
CE, ney6enutenpubiit aumarHos» (CESPID) [9]. CRMS/
CFSPID BcTpeuaeTca OTHOCUTENBHO YacTO, NP ITOM
CF: CRMS coctaBnser oT 3 1o 5 cny4aeB MyKOBUCLITO-
3a Ha Kaxapii 1 cmyyait CRMS/CFSPID. ¥V 6onbumHcTBa
mofiell ¢ COMHUTENbHBIM [MarHo30M MYKOBMCLMIO3 He
passuBaercst. OgHako ot 10 % 1o 20 % 6ecCMMITOMHBIX
C/Iy4aeB MOTYT TPaHCHOPMUPOBATHCA KO KIMHUYECKUX
IPOSB/IEHNI, XapaKTepHbIX A1 MB (pecmmparopHble
HapyILIeHNs, BBICEB CMHETHOIHON manouku). IlamyenTst
¢ CRMS/CFSPID umeroT 6omee BBICOKVE YPOBHM VM-
MyHopeakTuBHoro tpuncuta (VIPT) n dem BbIure KoH-
nentpauys VIPT, Tem 6osblie BEpOATHOCTb peanysa-
IV HEeOIIpee/IeHHOTO AMarHo3a B MyKoBucoymos [10].
BonpmmHCTBO MccnefoBanMii ClIy4aeB COMHMTETBHOTO
MB MOHUTOpPUPYIOTCA ML B IEpBble 3 TOfa XU3HIU,
B TO BpeMs KaK HeoOXo#uMo 6osee AnuTenbHoe HaOMo-
IeHue manyenTos [11].

Llenbro JaHHOIT CTAThy ABUIOCHh 00001 eHIe I aHA/IN3
MaTepuanoB 06 MCXO#ax HeyOeaUTeTbHOTO MYKOBUCIIU-
71033, AITOPUTMAX YTOUHAIOLIEN AMarHOCTUKY, HAOMo-
IeHUs U TAKTUKY B OTHOLICHMN IIALIVIEHTOB C JJAHHBIM
muaraosoM. IIpoBeneH cucteMaTyecKiit HOMCK II0 7IeK-
TpoHHBIM 6a3zam fmaHHbIX PubMed, EMBASE database,
Cochrane Library, Wiley, PUBFACTS, mnardopme
Springer Link, HayuyHoro usmarembckoro goma Elsevier,
Kubepnenunka. 3amnaHupoBaHHas IIyOMHA IIOMCKa:
¢ 2010 mo 2022 rop,.

Kpumepuu neybedumenvHozo myKkosucyuoosa

B Hacrosiee Bpems onpefie/ieHbl aIrOpUTMBbI Ha0/TI0-
JleHNs TAlMeHTOB C HeybeauTebHbIM Auar€osoM MB
[12].

Cormacao xputepuam CRMS/CEFSPID  Boigensior
2 TPYIIIBI JleTeN:

1. B mepByo0 OTHOCAT MAIJMEHTOB C HOPMAaJIbHBIMU
3HaYeHUAMY XI0puoB 1ota (7o 30 MMoIb/1), HO
uMeromyx 2 myTtauun s rene CFTR.

2. Bo BropyIo - fieTeli ¢ MpOMEXYTOYHBIMY 3HAYEHN -
MU XIOPKOB 110Ta (30-59 MMO/IB/MT) ¥ OFHOV VK
orcyrcrBreM myTanmii B rene CFTR [13].

Bonee mozppobHas xapakTepucTUKa BapMaHTOB HeY-

6emurenpHoro MB Bxovaer:

1. beccumnToMHbIe MIafeHIbI ¢ MOBbIIeHHBIM IRT,
IPOMEXYTOYHBIM YPOBHEM XIOpMIOB HoTa (30-59
MMOJIB/JT) ¥ Hy/IeBBIM 1 ofHol myTaneit CFTR
B COYETaHMI C HOPMAa/bHBIM YPOBHEM XJIOPUIOB
nota (<30 mmonb/n) n pgBe mytaumu CFTR, mo

KpailHell Mepe, OflHa 3 KOTOPBIX MIMeeT HesACHbIe
¢denoTunmyeckue nocnenctauss CRMS/CFSPID.

2. MitajieHI[bI C TIOIO>KUTETBHBIM CKPMHJHIOBBIM Te-
CTOM HOBOPOXX/IEHHBIX C IPOMEXYTOUHBIM COfIep-
XaHMeM xopupa mota (30-59 mmons-JI-1) n Hye-
BBbIM 1y ofHUM BapuantoM CFTR.

3. HopmanbHblil  ypoBeHb xmopupa mnora (<30
mmoib-JI-1) n gBa BapnanTa CFTR ¢ HyneBbIM nm
OJJHUM BapMaHTOM, BbidbiBatoum CE

Bapmantel CFTR kmaccudummpyiorca mo deTsipeM
Kareropusm [3, 5]:

1. «BrispiBaromuit CF».

2. «He BrisbiBarommit CF».

3. «BapuaHT ¢ pasnMYHBIMU KIMHUYECKMMH TTOCTIEN-
crBuaMu (variant of varying clinical consequence,
VVCCQO)».

4. «BapumaHT HemsBecTHOro 3HayeHus (variant of
unknown significance, VUS)» [14].

Bonpocol ouaenocmuxu

B coMHUTeNbHBIX CTy4asx HeOOXOAMMO IIPOBEfIeHIe
KOMIUIEKCHOJT IMarHocTuku [15].

1. «3omoTolt cTanAapT» AMarHocTuky MB - morosas
npoba [16]. OfHako M3BECTHO, YTO MAIMEHTHI C HAJIN-
uyem myTanmit D1152H n 3849+10kbC>T.(5-8), F1052V,
pasBMBIINE B TIOCTENYIONIEM CHMIITOMBI 3a00/NeBaHNA
VI MMelolyie BepUUIMPOBAHHbII [YIATHO3, M3HAYA/IbHO
VIMEJIV OTPYLIATe/IbHbII VIV OTPaHNYHbIe 3HAYEHMA 10~
TOBOTO TeCTa B CBS3U C YACTUYIHONI nmcq)yHKumei[ KaHama
CFTR 6onee 20% ot HopMBI [17, 18].

[10TOBBIIT TECT MMeeT HeMaIO IPENMYIIeCTB:

1) HemnBasusHbII1, 6€300/1€3HEHHBIIL.

2) DKOHOMUYHBDIIL.

3) TpebyeT MUHMMAIBHOTO 06OPYOBAHMA.

4) IllnpoKo ZOCTYIIEH ¥ BBIOIHUM B II0OOM BO3pac-

Te cTapuie 6 Mec.

[Tpu c60pe moTa HEOOXOAUMO COOMIOATH CTAHIAPTHI:

1) C60p 1OTa OIBITHBIM IEPCOHAIOM.

2) Vicnionp3oBanue MMerolerocsi B Ipopaxe o6opy-
JIOBaHMs, O0OPEHHOTO /I AUATHOCTNYECKOTO UC-
II0/Ib30BaHMA B COOTBETCTBUMU C HALMOHAIbHBIMMU
HOPMATVBHBIMMU TPeOOBaAHUAMIL.

3) BHyTpeHHUT KOHTpO/Mb KadecTBa (OOBIYHO TpM
06pasIia) ¢ COINTaCOBAaHHBIMU JIOMYCTHMbBIMU TIpe-
JielaMi COflepKaHMA XIOpU/a Mepef KaXIbIM aHa-
JIU30M IIOTA.

4) PerynsipHast BHEIIHss IPOBePKa KaueCTBa aHA/N-
30B B COOTBETCTBIUM C HAIMOHA/IbHBIMI PYKOBOJSI-
MMM IpyHIMnaMu [19].

JlmarHocTIdecKye CTaHAAPThI TeCTa Ha IIOTOOTHE/IeHNe:

1) KommyecTBo 1oTa IO/DKHO yKa3biBaTh Ha afieKBarT-
HYI0O CKOPOCTb BBIpabOTKy moTta (15 MK Ayt cu-
CTeMBI IIPOOUPOK C MAKPOIIPOLYKTOM).

2) Obpasen; morta fo/mKeH OBITH 0OpaboTaH cpasy
nocrne coopa.
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3) 3HaueHMe XJIOpY/A IIOTA >59 MMOJIB/JI COTTIACYeTCs
¢ quarnosom CE

4) YposeHb xopupa nota <30 MMOJIb/T fiefaeT Aya-
rHo3 MB manoBepostHeiM. OnHako crenyduye-
cKue MyTanuy, BoisbiBatomye CE, MOryT OBITD CBS-
3aHBI ¢ aHa/MM30M 1oTa Hipke 30 MMonb/n. K HuM
oTHOCATCA ¢. 3718-2477 CNT (3849 + 10kb CNT)
U MyTalliy, CBsA3aHHble C Pa3IMYHBIMU K/IVMHU-
YeCKUMM IOCTAEACTBIUAMM, Takue Kak c. 617 TNG
(L206W), c. 1040 GNA (R347H) u c. 3454 GNC
(D1152H).

5) JInuam ¢ oxasaTe/LIMy XJIOpHia IIOTA B IIOTPaHN4-
HOM fnamnasoHe (30-59 MMOJIB/TI) CIemyeT mpoiTu
MOBTOPHDIIL T€CT Ha IIOTOOTHE/IEHME U Ja/IbHellIee
ob6cneoBanme B crienuanu3nposanHoM reHtpe CF,
BK/TI0YAs OAPOOHOE KIMHMYECKOe 00CIeoBaHme
1 061mmpHbIil anam3 MyTtauuii B reHe CFTR [20].

Cpenu HEIOCTATKOB IIOTOBOTO TecTa CefyeT OTMe-
TUTb HU3KYIO YYBCTBUTEIbHOCTb B MOHUTOPVHTE OLIeHK!
3 deKTUBHOCTI TapreTHO TepaInL.

2. [lpyrue guarHocTuyeckue 6MoMapkepsl

Knyandeckn 3HaYMMBIT IPOMEXYTOUHbIN AMANAa30H
ocrarouHoi aktuBHOCcT CFTR ot 5 % mo 30 % nonmaert-
Cs TIONTYKONMYeCTBEHHON [IMarHOCTUYECKOl OlleHKe aK-
tuBHOCTU CFTR. ITarimeHThl ¢ COMHUTETbHBIM ITOTOBBIM
tecToM u redetukoit CFTR gemoncTpupytor mupusuny-
aJIbHBIe IPU3HAKY B TIOTOBOII IPO6e, a TAK)Ke TIPK OIIpe-
IeTIeHN PA3HUIBI MEX/y Ha3aJbHBIMM U KUIIEYHBIMU
MOTEeHIMaIaMI. BapuabebHOCTh 3HAYEHUIT XTOPUIOB
B IIOTOBOM TeCT€, Ha3a/MbHBbIX U KUIIEYHBIX MMOTEHI[MA-
nax BbIcoka B mpoMexxyTouHoii rpymnie PS CF/CFTR-RD,
B TO BpeMsi Kak cpeiu 60mbHbIX MB mmu 30poBbIX fieTeit
IMOKa3aTe/lM Ha3aJbHbIX U KUIIEYHbIX ITOTEHIMATIOB [O-
CTaTOYHO CTaOM/IbHbIL.

Pasnocmv HazanvHblLx nomeHUuanos

PazHocTh HasanpHBIX MoTeHIManoB (nasal potential
difference, NPD) mo3BonsieT farh OLieHKY TpaHCIOpTa
JIOHOB B 3NMTE/INM HOCOBBIX ITyTeil. MeToz onpenenenns
PasHOCTM Ha3a/IbHBIX OTEHI[MA/IOB B OCHOBHOM VCIIONb-
3yeTcsl B Ka4eCTBe /L1 IIOATBeP>KACHA VTN VICK/TIOUeHIS
puarnosa CF y /i ¢ morpaHnYHBIMY 3HAYEHMUAMY XJI0-
pupa mora wim Korga 6uimm BeiaBneHs! MyTaryu CFTR
HeV3BECTHOI 3HAYMMOCTH, 4YTO II03BOJIIET AuddepeH-
uyposats fieteit ¢ CRMS/CFSPID n gucdynkrmeit CFTR
oT pereit ¢ HopManbHOl QyHkuueir CFTR, tem cambiM
BBUABJIAA TeX, Y KOrO ¢ OOJIblelt BepOSTHOCTbIO OyfeT
puarHoctuposad CF B Oynymem [21, 22].

Wccneposannsa noprseponmm 94,8-100 % dyBcTBU-
TEeJIBHOCTDh U 96,5-100 % cneumbmt{HOCTb JAHHOTO Me-
tona (23, 24]. MuHycaMy HaHHOTO MeTONA SIB/IAIOTCS
CHJDKEHME YYBCTBUTEIBHOCTY M CHEHMUPUIHOCTU IPK
Ha3odapuHTUTe, MOMUII03e HOCA, TIOCIe ONePATNBHOTO
JleYeHNs IPUAATOYHBIX Ma3yX HOCA. ITO KONMMYECTBEH-
HBIII MapKep, KOTOPBII MOXKET MCIIONIb30BaThCA IS
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OIIpefie/ieHNs] TI0pora MEXAY «HOPMAIbHOI aKTUBHO-
creio CFTR» n «aucdynkumeit CFTR» [25].

Takum o6pasom, MoKa3aHeM s IPOBefeHMs TIPO-
OBl C OTpeyeieHeM PAa3HOCTY HAa3a/IbHbIX OTEHIMANTOB
SIBJISTIOTCS:

1) Knuunyeckne cumnromsl, ykaspiBawoupre Ha CF

wm CFTR-RD, Ho noToBas npo6a B HOpMaTbHOM
WIN TPOMEXYTOYHOM [Malla3oHe U OTCYTCTBUE
VJIM TOJIBKO OJHA MAeHTU(UIVPOBAaHHAA My TalVA
CFTR.

2) Hey6enurenbuslit motossiit Tect n reHoTnnn CEFTR
HEM3BECTHOTO WJIU TIEPEMEHHOT0 KIMHUYECKOTO
3HAYEeHMUS.

3) ITo/IO>KUTENbHBIN MOTOBBII TECT, HO 0e3 ABHBIX
KIMHNYIECKUX cuMIITOMOB 3a60seBanus CF.

4) [ToBTOpHAA OLEHKA CYIIECTBYIOIIETO, HO MOCTaB-
JIEHHOTO 110f] coMHeHMe nuarHo3a CE

[Tepen mpoBeneHteM POOBI TAI[MEHTDI JOMKHBI MC-
K/TI0UUTD 13 IPMMEHeHV A TONMYecKye Ha3albHble CTepo-
UJIBI, TEKOHTeCTAHTBI He MeHee YeM 3a 24 Jaca JIo uccie-
IOBaHMA, IPONTH OCMOTP OTONAPMHTOJIOrA Ha IIpefMeT
Ha/IN4Ms IO/IAIIOB, TPABM C/IM3UCTON NONOCTH HOca. [Tpu
OlleHKe PasHOCTY HA3a/IbHBIX IIOTEHIIMA/IOB AUarHo3 MO-
XeT OBITb IIOATBEPKIEH B CIydae, e/ M3MepeHns 060-
X HOCOBBIX XOJIOB TOC/IENOBATEIbHO MMEIT 3HAYeHMs
B AaHOMA/IbHOM JIMaIla30He, COOTBETCTBYoIeM MB.

Pasnocmo kuuieuHvlx nomeHyuanos

Omnpepenenre pasHOCTYM KUIIEYHBIX IOTEHIIMAIOB
(intestinal current measurement, ICM) - MeTOJI, TI03BOISA-
IOLIMIT OLIEHUTb TPAHCHOPT XJIOPUJOB MTOCPECTBOM aHa-
JTU3a PeKTa/IbHbIX 6110nTaToB [26]. [JaHHbII METOJ BBICOKO
KOppenupyeT ¢ QpyHKIMelT OKeNTyOYHOI Kee3bl U ie-
TOYHOI (PYHKIIMElT, BBICOKO YYBCTBUTENICH U NOApasyMe-
BaeT co00iT UCIO/Mb30BaHMe OMONTATOB MPSIMOI KUIIKH,
TIOTy4eHHBIX IIPU peKTepoMaHocKomvn (27, 28].

[IpeumMyiiecTBa Iepes, M3MepeHMEM pasHOCTM Ha-
3a/IbHBIX IIOTEHIIVATIOB 3aK/II0YAI0TCA B OTCYTCTBUY BOC-
Ha/INTe/IbHbIX M3MEHeHMI, XapaKTePHBIX /1 IOPaXKeHNA
C/IM3MCTON 060IOUKM HOCA U ABIXATe/IbHBIX Iy Tell. MeTox
1103BoJIsIeT pacro3HaBarh BapuaHTel CFIR ¢ ocTaTouHOM
cexpeuneit xmopuaa. Vsmepenne ICM Tpebyer cmox-
HOTO 000pYHOBaHMA M MOXKET OBITH BBINOTHEHO TONb-
KO B JICCNIEfIOBATENbCKUX YUPEXKIEHMAX, PacIONOXKeH-
HBIX B HEIIOCPEICTBEHHOI O/IM30CTH OT OOMBHMIIBL JTa
npolefiypa 3aHMMaeT MHOIO BpeMeH) 1 110 CPaBHEHUIO
C APYTMMM 9KOHOMIYECKH Oortee 3aTpaTHa [29)].

[IpenMyiiecTBa MCCnefOBaHNA KUMIEYHBIX TOTEHIN-
aJIoB:

1) MuHMManpHO MHBa3MBHAA MPOLEAYPA, MO>KHO VIC-

MTO/Tb30BATh C MJIaJIeHYeCTBa.

2) TkaHy IIPAMOI KMIIKM SKCIPECCUPYIOT 6ojiee BbI-
cokue yposun CFTR.

3) Kumeunuk He moABep>keH XPOHNYECKOMY BOCIIA-
nennto 1 HGUIMpoBaHuio marorenamn MB.

Cnbupckoe MeauLmMHcKoe 0603peHue. 2023;(2):17-24 19



IToranopa H. JI., Mapkosckas A. V.
Potapova N. L., Markovskaya A. I.

Metabomuaeckuit curgpoM, cBs3anubni ¢ CF TpaHcMeMOPaHHEIM Pery/IATOpOM IPOBOAMMOCTI: 0630p THTePaTypsL

Cystic fibrosis transmembrane conductance regulator related metabolic syndrome: a literature review

BoisBleHHas MeTOfIOM KMUIUEYHBIX IIOTEHIMAJIOB
ocTaTtoyHasd (QYHKIMA XIOPHOTO KaHala BCTPeYaeTcs
y TALMEHTOB C IO KpaliHel Mepe OJHONM «yMepeHHOI»
myTanuert CFTR (kmacc IV n V), ocrarounas GpyHkims
CFTR cBssana c 6onee nerxoit popmoit CE, xapakrepnsy-
IOIIlelicA KOHIIeHTpalyell XIopyia oTa B 6o/ee HU3KNUX
3HaYeHMAX IPOMEXYTOYHOIO AinanasoHa. Takue naiyeH-
Thl UMEIOT JJIUTENIbHO COXPAHHYI0 (QYHKIMIO HOIXKeNy-
JIOYHOIT >Keresbl, 060ee MO3AHIOI MaHM(ECTAIVMIO K-
HIYECKUX CUMIITOMOB U M€Hee Cepbe3Hble HapyLIeHM:
pesy/nbTaToB nMUTaHUA 1 QyHKIVH nerkux [30].

Jlnsa onpenenenys pasHOCTYM KUINEYHBIX ITOTEHIIVA-
JIOB IIPOBOAMTCS 3a00p He MeHee 4 OMONTATOB IPAMOI
kuiky. Ilepen mposefeHneM HpoLeRypbl IPOBOAUTCSA
OCMOTP C MCK/TIOYEHNEM IeMOPPOsI, KULIEYHOTO KPOBOT-
€4YeHI; IPOBOAUTCS ONIpefieNieH1ie BpeMeHy KpoBOoTeye-
HYA. [ToOXKMTeNTbHBIM CUMTAETCA Pe3y/NbTaT, eClIy aHa-
/U3 IOTEHIINATIOB BCeX OMONTaTOB HAXOANTCA B IIpefesiax
IIOKa3areJsieil, XapaKTepHbIX 11 MB.

Hann4ue cTOMKUX M3MEHEHUIT Pa3HOCTY Ha3a/JIbHbIX
VI KUIIEYHbIX IIOTEHIIVANOB B IIpefie/laX aHOMa/IbHbIX 3Ha-
JeHMIT HapARy C Ipu3HaKaMu MB B ibIXaTe/lbHBIX My TAX
U JKeTyLOYHO-KUIIEYHOM TPaKTe CBUETENbCTBYET O M-
arnose MB.

B BospacTHOM acIieKTe y fieTell IIepBOro rofja »Kus-
HIM, PAaHHETO U JIOMIKOJIbHOTO BO3PACTa IPeAIIOYTUTE/Ib-
Hell JICIO/Nb30BaTh METOJfl KMUIIEYHBIX IIOTEHIMANIOB,
a NPD - nn4 oueHku y feteit OT 6 /IeT U CTaplie, MOf-
pocTtkos [28, 31].

3. MeToppl MO)II/I(bI/IKaIH/H/I c60pa nora

B-adpenepeuneckuti memoo

Cy1ecTBYIOT 2 IyTU CTUMY/IALUY BblJielleHNs MOTa:
XONMHepPr14ecKuii u B-agpeHeprudecknit. Boienenne
1OoTa IIpY XOMMHEPIMYECKON CTUMYIALMM HPOUCXO-
OUT IOpYM TEPMOPETYIALMU, IPUYeM CKOPOCTb IOTO-
OTJIe/IeHUST MIMeeT JIOTapUPMUUYECKYI0 KOPPEnALyuio ¢
octatounoit ¢pynkuumeit CFTR, To ectp mpepmonaraer
TOCTATOYHO BBICOKME IIOKasaTeIM flake IpU HMU3KUX
3HaveHNAX ocrarouHoil ¢ynkuuyu CFTR-xanama. ITpu

afipeHepr1uyeckoM BapuaHTe, HANpPOTUB, OTMevaeT-
cs JIMHeHasd KOppenAnyusa CKOPOCTU IOTOOTHeNIeHMS
BO BCeM AuHamudeckoM pamamasone ¢ynkuym CFTR-
KaHaJIa, YTO CBUAETENIbCTBYET O €ro CIIOCOOHOCTHU YyB-
CTBUTEJIBHO U JOCTOBEPHO OTOOpaXkaTh AMUCPYHKIINIO
KaHa/la Jjake IpU HM3KOM YPOBHe (YHKIMOHATBHON
akTUBHOCTHU. VIcClmemoBaHMs IOKAa3bIBAIOT, YTO 3Have-
HUA X70pKfa MoTa =60 MMOJIb//T BOSHUKAIOT, KOTZA aK-
tuBHOCTb CFTR Hinke 1,2 %-10 % oT HOpManbHbIX 3HA-
yeHmit [32].

WTak, npenmyiecTsa MeTOfa:

1) lmurenbHOCTD BbIONMHEHUS 20-25 MUHYT.

2) Huskas 4yBCTBUTENBHOCTb K JIBUTATeIbHON aK-
TUBHOCTY IAIVIEHTA, YTO JIe/IaeT ero Oosiee 1ieneco-
06pasHbIM /IS UCIIO/Ib30BAHNA Y JIETell.

3) Ouxcanys B-MHAYIMPOBAHHON CEKpeLu II0Ta BO
BceM amamnasoHe ¢yukiuit CFTR, uTo Moxer mo-
Moub B muddepeHumanuy Mexpy guarsosom CF
u CRMS /CFSPID [33, 34].

Kynonomempuueckuti memoo

Cucrema Ky/JIOHOMeTpUY IHOTa IIpolle 1 He Tpebyer
3TAIOB B3BELIMBAHNS 11 Pa30aB/ieHisl; OHA TAK)Ke CHIDKA-
eT PUCK UCIapeHus MpoObl, TOCKONbKY MOT coOupaeTcs
¢ omorbio cucreMsl cbopa CFA, aHamorn4Hoit 3MeeBu-
kaM Macroduct.

KynonomeTpuyecknit MeTOJ; KOHEYHBIX TOYEK IpOTie-
MOHCTPMPOBAJI YYBCTBUTETBHOCTD 96,7 % 1 crienmdud-
HocTb 100 % p1a moporoBoro 3HaueHus 58,5 MMOJIb/1
(AUC: 0,994; 95 % O1=0,986-1,000; p<0,001), uro mo-
3BOJISIET PEKOMEHJIOBAaTb €r0 KaK HaJIeXKHBIl BajIJHBII
IOCTOBEpHBIIl a/IbTePHATUBHBII TOTOBBIIT BapMaHT Jjua-
THOCTUKM MYKOBUCIIM03a [35].

Taxmuxa

ITpennonaraemast TaKTUMKA IpY BBIABJICHUN M3MEHe-
HUIT B HEOHATA/JIbHOM IIepMOfie TPefCTaBlIeHa B TaOmu-
e 1 [36].

I[IpenIonoXnTebHBIN aIrOPUTM HaOMIOfeHs 1 06-
CTIe[[OBAaHNA JIeTell C COMHUTEIbHbIM JVarHO30M IIpefi-
cTaBjled B Tabmue 2 [37-42]:

Tabnuya 1

Anzopumm OuazHoCmu4ecKkux meponpusmuii

Table 1

Algorithm of diagnostic procedures

Pesynbrar UPT Pesynbrar notoBow npoosi Taktvka — 1 war TakTuka — 2 war
[NotoBas npoba B HOpme C
K Her €KBEHMPOBaHME — 1 MyTaLus CHsiTve C yyeTa
Moroea npoba & Hopwe CeKBeHNpoBaHWe reHa Habntoaerue B LigHTpe MykoBHCLMA03a
ECTb KNMHUYECKIE CUMNTOMBI
CeksenupoBaHue reda CFTR
lMonoXuTenbHbIi PeTect — coMHUTENbHbIN pesynsTar HabntoneHve B LiEHTPe MyKOBUCLMAO3A —
NPT noBTOpHOE 06CcneaoBaxue B 6-12 mec

ComHuTenbHas notosas npoba

OTpuuaTenbHbIi peynsTat peTecta

ChsTune ¢ yyeta

CekseHupoBaHue — 1 myTauus, 6e3 KnuHukm

06cnenoBaHme B LIEHTPE MyKOBUCLMA03a

[MonoxutenbHas notosas npoba

1 MyTauus unv HeT MyTaumit

Habntoaerue B LigHTpe MykoBMCLMA03a
[MoBTOPHO CEKBEHMPOBAHME reHa
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Tabnuya 2
Taxmuxa éedenus Oemeii ¢ COMHUMENTbHBIM Myxosucuubosom
Table 2
Management tactics for children with inconclusive cystic fibrosis
Bospact O6bem nccnenosaxmit Mpumeyanme
0,
BaKTepHONOTUECKHIE MOHTOPHHT Y 25 % nauvneHToB ¢ HeybeanTenbHbIM AUATHO30M B TeHeHue
3 mec, MepBoro rofa 3Hi BbICEBAETCS CUHErHOMHAs Nanoyka
g m:g' PenTreHorpammal/KT opraHoB rpyaHoi KneTku AKLEHT Ha TOPMUAHO MPOTEKaloLLME MHEBMOHMN
12 mec, [NoToBasi npoba ExerogHo
2 ropa, =
3.5 net YpoBeHb (hekanbHol anactass B ykasaHHble cpokv
6 ner, MoHUTOPUH dhranyeckoro passuTus: pocr, Bec, IMT AKLEHT Ha paccTpoiicTaa NuTaHus
14-16 net
[NonHoe cekBeHnpoBaHue reHa CFTR ExxerofHblit MOHUTOPUHT MO Ba3e faHHbIx MyTaumil reHa CFTR
KoHTponb nevalyero Bpaya 3a NosIBNEHMEM PECMPaTOpHBIX,
. B AekpeTnpoBaHHbIe CPOK 1 Mpu MOSIBNEHUN xanob
abaoMUHanbHbIX CUHAPOMOB, PACCTPONCTB NUTaHWS!
[Mo pocTxeHnto Bo3pacTa 5-6 NeT NpoBeAeHNe CNMPOMETPUN E’eroaHblit KOHTpoNb
Mo pocTkeHuto Bospacta 14-16 net obenenosane no becnnoauio COBMECTHO C YpOrIoroM, FMHEKoNorom
Hcxoool JIHpOpMUPOBAHHOCTD Bpayeil MOXeT IOMOYb obecIe-

[TanmeHThl ¢ HEYOeNUTETBHBIM AMATHO30M 4Yallle Jie-
MOHCTPUPYIOT MaHM(ECTAUNI0 CUMITOMOB B IIpefiesiax
OfIHOJ CHCTEMBI M/IM OFHOTO OpraHa — KaK IPaBMJIO, 3TO
XPOHMYECKNIT PUHOCHHYCHUT VIU HOJIUIIBI Hoca [43].

B pesynbrare MornTOpuHra 336 magennes ¢ CRMS/
CFSPID (5,3 %) mepeBefieHbI B TPYIITy C IIOATBEP>KIEH-
HBIM AMArHO30M MYKOBMCLU033. [lanueHTHl HaHHOI
TPYyIIbl OTINYAINUCh OT NMAIMEHTOB C M3HAYATbHO II0-
CTaBJ/IEHHBIM JIIaTHO30M MYKOBUCI[I/[033 MATKUM Tede-
H1eM, bonee HU3KUMM mnokasarensamu VIPT, YMEPEHHOII
HeJI0CTaTOYHOCTBI0 OKEITYJOUHON >Kene3bl [44].

B rpynme us 50 9enoBex y 41 saperncTpupoBaHbl Ipo-
MEXYTOUYHbIe IOKa3aTenu HOToBoro Tecta. M yTou-
HeHMs [MarHo3a IPOBefieHbl IIOTHOE CeKBEHUPOBAHUE
reHa CFTR c noBropHbIM 06C/1efjoBaHneM B 1 O XMU3HIL.
ITocre o6¢nenoBaHNA YCTaHOBIEHO OATBEPKIEHME 1A~
rHO3a y 4 %, ¥ 78 % — ocTasca HeyOeUTeNnbHbIN AMarHo3
[45].

IIpy uccnegoBaHMM MALMEHTOB C  T€HOTUIIOM
F508del/5T;TG12 wacToTa BCTpe4aeMOCTM IIOATBEPIK-
JEeHHOTO JuarHosa cocrasuna 34,9 %, npuuem 23,3 %
VIMENM IMarHO3 cpasy, y 15 (11,6 %) B cpemHeM dyepe3
6 et mporpeccupoBany cumnrombl MB [46]. [IpumepHO
B TaKIe ke CpOKu — 4epes 6 jieT — 10 % cirygaes CFSPID
nporpeccuposanu o CF [47].

Takum o6paszom, gocTivkenus B reHetuke CF u xo-
roptubie uccnegosanusa CRMS/CFSPID mpepocrapns-
10T BOXHYI0 MHQOpManuIo [ Bpadeil U ceMell jeTei
¢ CRMS/CFSPID OTHOCHTENbHO PacHpOCTPaHEHHO-
CTH ¥ MCXOfIOB 3TOIO COCTOSIHMA. Bo/nbIIMHCTBO feTeit
¢ CRMS/CFSPID nmetor 671aronpusaTHbIiT IPOTHO3, XOTsA
CyIecTByeT HeOO/MbLION MOTEHIMANbHBI PUCK Pa3BU-
st CE TeM He MeHee, BaXKHDI aCIeKThI IIOCTEAYIOLIETO
Habmogennsa 3a gerbmu ¢ CRMS/CFSPID, uto nmomoxxeT
YTOYHUTD AMATHO3, @ TAKXKe PEKOMEH/ALINM 110 BeleHUIO.

Cnbupckoe meanumHCcKoe 0603penne. 2023;(2):17-24

YNTh ACHOCTb B OTHOIICHUN Ha6)’IIO]leHI/IH ITIalICHTOB,
a TaKK€ BO3SMOXHOCTU BepI/I(l)I/IKaHI/H/I AJuardo3a CE
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