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8/AUsIHUe Ha Oblxame/abHyH, NUWesapumesabHyr U
penpodykmuegHyo cucmeMbl U umMeem WupoKutli cnekmp
KAUHUYeCKUx nposieaeHull. locmudxceHusi MeouyuHckou
HAyKu npueeau K 3HAYUME/JAbHbIM YAYYUWEHUSM 8
duazHocmuke u noHumaHuu MB. B smoil cmambe

mecmuposaHue, CKPUHUH2
HOBOPOXCOEHHbIX, mecm Ha
X/10pu0bl noma,

paccmampusaromest cospeMeHHble acnekmbul
duazHocmuyeckue Kpumepuu,
. duazHoCMuKu MyKogucyudo3d, 0ceewaromcs 386010Yusl
amunu4Hslll  MyKogucyudos,
duazHocmuyeckux Kpumepues, uHmezpayus
pYHKYUOHANbHBIE mecmul
. 2eHemuy4ecko20 mMecmupos8aHusi U poJab NpPo2pamM
nodxceydouHoll Jicesesnl,
CKPUHUH2a HOBOPOXCOEeHHbIX. Mbl 06CysHcdaeM 8a*HOCMb
cekgeHUposaHue caedyuezo . o
paHHel u mo4HolU duazHocmuku 045 3¢gdexkmusHoz2o
NnoKoJ1eHus,
gedeHusi U  JeyeHus  3a6o.sesaHus.  BHedpeHue
nepcoHaAu3upo8aHHas
KOMN/IEKCHbIX duazHocmuyeckux a/120pummos,
MeduyuHa, 2eHemuyeckasi
8KAI04AOUWUX onpedeseHue x/10pudos noma,
U3MEHYUBOCMb.,

ceHemuyveckull aHaau3 U  usMmepeHue  @PyHKyuu
nodxcesnydouHoll  Jcese3bl,  NOBLICUAIO  MOYHOCMb
duazHocmuku MB. Kpome mozo, 6 cmambe
paccmampusaromcesi  npobsaembl U 02PAHUYEHUS, C
KomopblMu  cmaJkusarwmcsi — hpu  duazHocmuke
amunuy4Hbelx cayvyaes MB, a makdxice 8aAuUsAHUe
2eHemu4veckoll U3MeHYUBOCMU HA NPOsiBAEHUS U

duazHocmuky  3a6osesaHus. B Hem  makoice
paccmampusaromcs 6ydywue Hanpas/aeHus
duazHocmuku MB, BK/1104As nomeHyuaa
CEK8EHUPOBAHUS H0B8020 NOKo/1eHUsl u

nepCOHCUIUBLlp06(1HHOlj MGGUUUHbl 0151 nosblueHus
moyHocmu JudzHOCMUKU U yXOdCI 3d nayueHmamu.
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[Ipedocmasasisi  8cecmopoHHUll  0630p  MmeKyuezo
cocmosiHusi duazHocmuku CF, ama cmambsi npu3saHa
gHecmu 6K/Aad 8 meKywue YCUuAaus No YJAyYWeHUIO
pe3y/1bmamos sie4eHusi Adell ¢ MyKosucyudo30M.

BBEJEHUE

MyxkoBucnuaos (MB) octaeTcsa ogHUM M3 HauboJiee pacIpOCTPAaHEHHBIX FeHeTUUYECKUX
3a60/1IeBaHU, MOpaXKalLMX HaceJeHWe eBpPONEeOUJHONW pachl, XapaKTepusylolieecs
MyTalUsIMU B TeHe peryJsaTopa TpaHCMeMOpaHHOU MpPOBOAMMOCTH MyKoBucnuzo3sa (CFTR).
JTo 3abo/ieBaHUe MPOSBASAETCH IWHUPOKUM CHEKTPOM KJIMHUYECKUX CUMIITOMOB, B MEPBYIO
oyepeib MOpPaXKAKIUX [AbIXaTeJbHYH UM IHUILEBAPUTEJNBbHYI0 CUCTEMBI. IJBOJIIOLUA
JIMarHOCTUKU MB 6bli1a CyllieCTBEHHOU: epexo/; OT KJIUHUYECKOr0 HAabJII0JeHUS K CI0XKHBIM
reHeTU4eCKUM U GyHKIMOHAJIbHBIM TECTAM, YTO OTPaXKaeT 3HAaYUTeIbHbIN IPOrpecc B HallleM
NOHUMAaHUHW FreHeTUYECKUX OCHOB M NaTOQU3NO0JI0TUU 3a00/1€BaHUS.

Hcropuyeckn guarHo3 MB oCHOBbIBaJICA Ha KJMHHUYECKUX KPUTEpPUAX U TeCTe Ha
XJIOPU/Jbl MOTa — MeTOoJe, KOTOPbIM, XOTS U NO-IPeXHeMy aKTyaJseH, ObLI JOMOJIHEH C
NOSIBJIEeHMEeM TeHeTHYeCKOro TeCTUpOoBaHUA. BHegpeHue anHasusa myrtapun reHa CFTR
IpOM3BeJIO PEBOJIIOLIMIO B IMarHOCTHKe MB, 103B0JIMB He TOJILKO NOATBEPUTH 3a60/1€eBaHUeE,
HO Y BbIIBUTb 6€CCUMIITOMHBIX HOCUTEJIEN U MPOBECTH MPEHATANbHYI0 AUarHOCTUKY (Smith
et al., 2018). Bosiee Toro, peasusanus NporpaMM CKpMHUHIA HOBOPOXJeHHbIX Ha MB Bo
MHOIHMX YaCcTAX MHpa 3HAYUTEJbHO YJydllWJa I[0Ka3aTeJU pPaHHEro BbIABJIEHUS, YTO
NI03BOJIIET HA4YaTh JIeUeHUe, KOTOpOoe MOXeT 3a/ep>KaTh MJIM CMATMYUTh NMPOrpecCupoBaHue
3a6o0s1eBaHud (Jones and Patel, 2019).

HecMmoTpst Ha 3TU JOCTHUXKeHUS, IMarHOCTUKa MB, 0co6eHHO B ciy4yasix ¢ aTUIUYHbIMU
NpOSIBJIEHUSIMU WJIM JIETKUMU (QeHOTHUNaMH, NMpesCcTaBJseT TPYAHOCTH. [eTeporeHHOCTb
myTauui CFTR u cBsizaHHas ¢ 3TUM BapHabeJbHOCTb KJIMHUYECKUX NMPOSIBJIEHUN TPeOYyOT
KOMIIJIEKCHOTO JUAarHOCTUYECKOTO IMOJAX0/a, COYeTallero TeCTUPOBaHUE XJIOPUJOB IOTQ,
reHeTU4YecKoe TeCTUPOBAaHUE U OLleHKY QYHKIIMU NOPKeTYJ0YHOM KeJie3bl [J1sl JOCTUXKEHUS
To4yHoro guarHo3sa (Lee and Kim, 2020). BoJiee Toro, OTKpbITHE HOBBIX MyTalUil U IOHUMaHUe
cnoxkHoctu  aucoyHkuuu  CFTR  mpopo/pkaroT  pa3BUBAThCs, 4YTO  MOJAYEPKUBAET
HeOoOXO0JMMOCTb MOCTOSIHHBIX MCCAEJOBAaHUM U aJlalTallud JAUAarHOCTUYECKUX KpPUTEpHUEB
(Williams et al., 2021).

[lo Mepe Hallero NpoABWXXeHHUs] BrepeJ 00J1acTb AUArHOCTUKHM MB MoXeT H3BJedb
BBITO/y M3 TEXHOJIOTUYECKUX JOCTHXKEHUH, TAKUX KaK CEKBEHUPOBaHUE HOBOTO MOKOJIEHHH,
KOTOpPOe OTKpbIBAaeT BO3MOXXHOCTHU JJis1 0OoJiee [leTaJbHOTO TeHeTHYeCKOTro aHajlu3a MU
MO/ X0/10B NIEPCOHAIU3UPOBAHHON MeJUIIMHBIL. ITO 00€ellaeT ellle 60Jblle TOBBICUTh TOUHOCTh
JIMaTHOCTUKU U aJalTUPOBATh JieueHWe K UHJAUBUJYAJIbHBIM TeHeTHYeCKUM NpPOPUIAM,
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OTKpbIBas NyTb K YJy4YlIeHHUIO pe3yJIbTaTOB JiedyeHUus nauuveHToB (Davis and Thompson,
2022).

/JlaHHOe BBeJleHHe 3aKJIaAblBaeT OCHOBY JJil yI/y6JIeHHOIO U3y4YeHUs COBpPEeMEeHHBIX
acleKTOB JAWArHOCTUKHA MyKOBUCLMJ03a. M3y4yasd HoBelllMe JUAarHOCTUYeCKHe KPUTEPHUH,
TEXHOJIOTUM U Mpo6JieMbl, 3Ta CTaTbsl NpHU3BaHAa NPEeJOCTAaBUTb BCECTOPOHHUH 0630p
TeKyLero COCTOAHMA M OyAylMX HamnpaBJeHUWHM B JuarHoctuke MB, crnoco6cTBys
IOCTOAHHBIM YCUJIMAM 10 YJY4YIIEHHIO yX0Ja 3a JIIOAbMH, CTPAJAIIIMMU 3TUM CJIOXKHBIM
3a60/1eBaHUEM.

MATEPHAJIbI U METO/ bl

BBesieHMe B reHeTHYeCKOe TeCTUPOBAaHUe NIPU JUarHoctuke MB

Posib reHETHYECKOTO TECTUPOBAHUA B IMarHOCTHKe MyKoBUCHMA03a (MB) nsmMenuiach
C N0sIBJIEHMEeM KOMILJIEeKCHbIX naHesed mytayuu CFTR. 3Ty nmaHesiM 3Ha4MTEIbBHO IOBBICUIN
TOYHOCTb JMArHOCTHMKH, OXBAaTUB IIMPOKUU cneKTp u3BecTHbIXx MyTauud CFTR, Bkitoyas
MeHee paclpoCTpaHeHHble, HO KJIWHHWYECKH 3Ha4yuMble. [‘eHeTHYeckoe TeCcTUpPOBaHUe,
yCOBEpILIEHCTBOBAHHOE CeKBeHHpoBaHUMeM HoBoro mnokosieHus (NGS), Tenepb mnosBoJsseT
MCII0JIb30BaTh 6oJiee MEPCOHAJNU3UPOBAHHBIA MOAXO0J, K JAuarHoctuke MB, mno3BoJiss
BbISIBJIAATh peJlKMe MyTalliH, KOTOpble paHee 6blIM Heo6HapyxkuMbl (Johnson et al,, 2023).

BivsiHMe CKpUHMHIa HOBOPOX/,eHHBIX

CxkpuHuHr HoBOpoXxJeHHbIX (NBS) Ha CF cTan KJ/i04eBbIM MHCTPYMEHTOM pPaHHEro
BbISIBJIEHUS, PaJIMKaJbHO MEHAWIIUM JaHAadT AUArHocTUKU U JiedeHusa CF. Ucnosb3ys
JIBYXYPOBHEBBIN MOJAX0J, COYETAKIUN TeCTUPOBAaHUE UMMYHOPEAaKTUBHOIO TPUIICHHOTeHa
(MPT) c nocienyomuM reHeTU4ECKMM aHaJu30M, nporpaMMbl NBS BHec/M 3HauUUTe/IbHBIN
BKJIaJl, B CTpaTeruyd paHHero BMeLIATesJbCTBa, yJay4llas MPOrHO3 MalLMEeHTOB M KayecTBO
»knu3HU (Smith and Liu, 2022).

YcoBeplIeHCTBOBaHUSA B TECTUPOBAHUHU XJIOPU/OB NIOTA

HecMoTpst Ha JOCTHXKEHUS B 06/1aCTU T€eHETUYECKOTO TECTUPOBAHUS, TECT Ha XJIOPU/LbI
II0TAa OCTAeTCs 30JI0TBIM CTaHAApTOM AuarHocTuku MB. HezmaBHue ycoBeplueHCTBOBaHUSA
MEeTO/I0B TEeCTUPOBAHUA M JUArHOCTUYECKUX KPUTEPHUEB YJY4YLIMJIU YYBCTBUTEJBHOCTb U
cnelMPUYHOCTb IMOTOBOTO TeCTa, TapaHTUpPysl €ero TMOCTOSSHHYK aKTyaJbHOCTb B
JIMarHOCTUYECKOM IIpolLiecce, 0COOEHHO B TeX C/Iy4Yasx, KOrJa reHeTUYeCKoe TeCTUPOBaHUe He
JlaeT pe3y/AbTaTOB WJIU NIPU N10JJ03PEHMU Ha aTUNIMYHbIe nposiBaeHus MB (Williams and Patel,
2024)..

PemeHnue npo6sieMbl aTUIMYHOTO JUarHo3a MB

JluarHoctuka atunuyHoro MB mnpejcTaB/isieT yHUKa/IbHble NpOOJiIeMbl M3-3a €ro
pa3HOOOpa3HbIX NMPOABJEHUN U 6oJjiee Jierkux GeHOTUNOB. MeXAUCHUIIJIMHAPHBIM NOJAXO0/,
BKJ/IIOYAKOUIUM COYeTaHUE aHa/IU3a XJI0PUJ0B N0Ta, aHa/iu3a mytanui CFTR u

JJ1  TOYHOW  JAMArHOCTUKU 3THUX CJy4yaeB pPEeKOMEHJAYyeTC  MCIO0JIb30BaTh
(YHKLMOHA/NIBHYO OILleHKy. Pacno3HaBaHWe W JMarHOCTUKAa aTunuyHoro MB wuMeer
pemiaroliee 3HayeHHe, I[OCKOJbKY OHO TapaHTUpyeT, 4YTO MalUMeHThl MOoJy4yaT
WH/AUBU/yaJbHbIM yX0J, W JledeHHe, OTBeYalwllue HX KOHKPEeTHBbIM KJIMHUYECKHUM
notpe6HocTsaM (Anderson et al.,, 2023).

Ha nyTu k nepcoHaJiu3MpoBaHHOMN MeJUIMHe B JledeHUU MB
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Bynyuiee auarHoctukd MB jBuKeTCcsi B CTOPOHY 060Jiee MMEPCOHAJIM3UPOBAHHOTO
nojxoja K MejulyHe. bsiarogapsi pacuiipenuto 3HaHud o reHetuke CFTR u paspaboTke
HOBBIX JJUATHOCTUYECKUX TEXHOJIOTUH MOSIBJSETCS BO3MOXXHOCTb a/[allTUPOBATh CTPAaTETUU
JIMaTHOCTUKHU U JiIeYeHHUS K UHJUBU/IyaJbHbIM NPOPU/IAM MALUEHTOB. ITOT CABUT ObellaeT
MNOBBICUTb TOYHOCTb JiedueHUs1 CF, onTUMU3MpPOBaTh pe3y/ibTaThl JIeYeHUSI U MOTEHLUATbHO
M3MeHUTb Nporuo3 ajs aroaen ¢ CF (Thompson and Greene, 2025).

JluarHocTuKa MyKOBHCLI/03a NlepexxuBaeT pa3ly TpaHCcPopMalLuK, YeMy CIOCOOCTBYIOT
JIOCTU)KEHUsI B 006J1aCTH TeHEeTUYEeCKOTO TeCTHPOBaHHUS, CKPUHHUHIA HOBOPOXKJEHHBIX HU
COBEpIIEHCTBOBAHUSA TPAAUIMOHHBIX JUArHOCTUYECKUX TecToB. [lo Mepe TOro, kak 3rta
00J1aCTh NMPOJBUTAETCA K 60Jiee NepCOHAJIU3UPOBAHHOMY NOJAX0AY B MeJUIMHE, IOTEHIAAJ
CYLIeCTBEHHOTO BJIMSIHUS Ha yXO0J, 3a NallMeHTaMH U pe3yJsbTaThl JIeYeHUsI CTAHOBUTCS BCe
6oJsiee ouyTUMBIM. [IpogosnKarouivecs UccaeJ0BaHUS U MHHOBAIIMU UMEIOT NTEPBOCTENIEHHOE
3HayeHUe [JIs MOJHOW peasiM3allMU MPEUMYIECTB 3TUX COBPEMEHHbIX JUATHOCTHYECKUX
CTpaTerui, rapaHTUpys, 4To JiwoAd ¢ MB nosydyaT MaKCMMaJibHO TOYHbIA [AMArHo3 M
3¢ PpeKTUBHBIN MJIaH JeYeHHUs.

3AK/IOYEHHUE

Cpesa AMAarHOCTUKUM MYKOBHUCLHJO03a NpeTepresia 3HAYUTeJbHble WU3MEHEHUS, YeMY
CIIOCOOCTBOBA/IM  JOCTHXKEHUSI B 00JIaCTU TeHETHYeCKOro TeCTUPOBAHMs, UIMPOKOe
BHeJpeHHWe TMporpaMM CKpUHUHra HOBopoxjaeHHbIXx (NBS) u coBepuieHCTBOBaHHE
TPAJUIUOHHBIX JUATHOCTUYECKUX MHCTPYMEHTOB, TAKHUX KaK TECT HA XJOPUJbI MOTa. ITU
COBpeMeHHbIe MOAX0/bl HE TOJIbKO MOBbICUJIA TOYHOCTb U CBOEBPEMEHHOCTb JUArHOCTHUKHU
MB, HO U OTKpbLIM HOBbl€ BO3MOXHOCTH [AJII WHAWBUAYAJbHOTO yX0Ja W JieYeHUs
3a00JIeBaHUS.

[eHeTHUYeCcKOe TECTUPOBAHME C HCHOJIb30BAHMEM KOMILJIEKCHBIX MaHeJNed MyTalui
CFTR 1 cekBeHHUPOBaHUSA HOBOT'O IOKOJIEHUS CTaJI0 KpAaeyroJibHbIM KaMHeM uarHocTuku CF,
npejJjiaras MNOHMMaHUWEe TeHETHYEeCKUX OCHOB 3a00JieBaHUSI W CIOCOOCTBYSI paHHEMY
BbIsiBJIeHUI0. MHTerpauus nporpaMMm NBS B cucTeMbl 3/ipaBOOXpaHeHHs] BO BCEM MHpe
npousBesia elle 6oJbllyl0 peBoJitolvi0 B JjedyeHUM CF, mo3BoJMB HayWHaTb JieyeOHble
MEPOMNPUATHS HA CAMbIX PAaHHHUX CTA/IUsAX 3a60JieBaHHs, TeEM CaMbIM yJy4dlliasi 0Jr0CPpOYHbIe
pe3yJibTaThbl B OTHOLIEHWHU 3/J0POBbS.

HecMoTpsi Ha 3THM AOCTHXKEHHUS, JUMArHOCTUKA aTUnudHoro MB ocrtaeTcsa cioxHOM
3a/lauei, YTo noA4epKrMBaeT HE0H6X0JUMOCTbh MHOTOTPAHHOI'0 IMAarHOCTUYECKOTr0 MOo/X0/1a U
NOo/lYEPKUBAET BaAXXHOCTb HENPEPbIBHBIX UCCAeN0BAaHUN HOBbIX JIMAarHOCTUYECKHMX MapKEPOB
U MeTojiosiorui. [lo Mepe Halllero NpojBMKeHUs BIepe/]] CTPpeMJIeHHEe K UHTerpaiyu 6oJsee
CJIO’)KHBIX TEXHOJIOTMA U CTpaTerud MepcoHaJU3UPOBAHHOW MeJMUILMHbI 06ellaeT
Jla/ibHellee yaydllleHue JUarHocTuiyeckoro yauamadTa MB.

JdBostonMs  AUarHoctuku MB dBisieTcs mNpuMepoM 3aMeyaTesbHbIX — YCIIEXOB,
JIOCTUTHYTbIX B TOHMMaHUKW W JIEYEHHUU 3TOr0 CJOXKHOTO 3abosieBaHud. [Ipogosnkas
MCNO0JIb30BaTh M pPa3BHUBAaTb COBPEMEHHblE JUArHOCTHYECKHE MOAXO0/bl, MeJUIMUHCKOE
COO0I1IeCTBO MOXKET rapaHTUPOBaTh, UTO JitoJu ¢ MB nosydaT HauboJiee TOYHBIN AHUAarHo3 1
HaW/yulllee Hayaso JIeYeHUs, YTO B KOHEYHOM HTOre NMPHUBEJET K yJy4YlIeHUIO0 KadecTBa
>KMU3HU U pe3y/IbTaTOB.
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