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TE3MC MO TEME: MYKOBUCLIUJI03 MOJIEKYJISIPHBIE
MEXAHU3MBI, KIMTHUYECKUE ACIIEKTHI 1 COBPEMEHHBIE
MOAXOJbI K JJEYEHUIO

HHE30B A3U3KEK ILIYXPATOBHY
CTYHEHT 116-I'PYIIIIBI JIEYEFHOI' O
DPAKYVIIBTETA-1 CAMAPKAH/[CKOI' O

T'OCY/[APCTBEHHOI' O MEJIUI[UCKOI' O
YHUBEPCUTETA, PECIIVBI/IUKH
Y3BEEKHUCTAH, 2. CAMAPKAH

BBenenue

MyxkoBucuu03 (KUCTO3HBIM (UOpPO3) — 3TO TAKEIOE HACIEICTBEHHOE
3a0oneBanue, BbI3BaHHOE MyTamusimMu B reHe CFTR, xoaupyromeM Oenok
TPaHCMEMOPAHHOTO PEryATopa NPoBOAUMOCTH. OHO XapaKTepU3yeTCs NOPaKEHUEM
IbIXaTEJIbHOW CUCTEMBI, KEITYTOYHO-KUILIEYHOTO TPAKTA U PENPOAYKTUBHBIX OPTaHOB.
B pa3sbIx cTpaHax yacToTa BCTPEUaeMOCTH MYKOBHUCIU03a BapbUPYET, HO OCOOEHHO
BBICOKA cpeau eBporneonioB (mpumepHo 1:2500 HOBOPOKAEHHBIX ).

I'eHeTn4eckue U MOJIEKYJIAPHbIE MEXAHU3MBI

MyKoBHUCIIHI03 SIBJISIETCSI ayTOCOMHO-PEIECCUBHBIM 3a0osieBaHueM. [Ipuunnoi
ciyxat mytanuu B reHe CFTR Ha xpomocome 7 (7q31.2):

- Camas yactast mytauust — AF508 (neneuust penunnnananuna B mo3uuu 508).

- bennok CFTR perynupyetr TpaHCHIOPT XJIOPUAOB Y€PE3 AMUTEIUN, U TIPU €ro
nedeKTe HapyIIaeTcs TUAPATAUS CIU3UCTHIX.

- DTO NMPUBOIUT K 0Opa30BaHUIO BS3KOM CIU3U, BBI3BIBAIOLIEH OOCTPYKIIHIO
MIPOTOKOB U BOCIAJICHHE.

- O6napysxeno 6osee 2000 BapuantoB myTtaiuii rena CFTR, MHOTHE U3 KOTOPBIX
PEIKH U 3aTPYAHSIOT TUATHOCTHUKY.

Kiunuveckue nposiBjieHust

MyKOBUCIIUI03 TOPAKAET HECKOIBKO CUCTEM OPTraHOB:

- JIérkue: XpoHUYECKUH Kallellb, OPOHXO03KTa3bl, 000CTPEHHS OaKTepUATHHBIX
uHpexuit (qvacto Pseudomonas aeruginosa).

- XKT: mankpeaTndeckas HEIOCTaTOYHOCTh, CTeaTopes, AuadeT, ACHUIUT
BUTaMUHOB.

- [leuenb: OunMapHbIi TUPPO3, TEHATOMETATHS.

- PenmponykTuBHAs cucTeMa: OOCTPYKTUBHASL a300CTIEPMHUS Y MY>KUHH.

- IIporpeccupytromee yxyamienne (yHKIMH JETKUX — OCHOBHAs MPUYKHA
WHBAJIUJAHOCTH U CMEPTHOCTH.

MeToabl IMATHOCTUKH
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PanHsis AuarHocTHKa MYKOBHUCLHUIO3a KPUTHYECKH BaKHA JUISl YIyYIICHUS
IPOrHO3a:

- HeoHaTayibHbIl CKPUHUHT (TPUIICHHOTEH B KPOBU HOBOPOIKIEHHBIX ).

- [ToT-TecT (M3MepeHne KOHIIEHTPALMH XJI0pa B IOTE) — «30JI0TOM CTaHAAPT».

- 'eneTnueckoe rectupoBanne — noATrBepxkaeHue mytamuii B CFTR.

- DyHKUUOHAJIBHBIE TECTHl AMHUTEIUATBHOTO TPAHCIOPTa — YTOYHEHHE
3HAYUMOCTHU PEIKUX MYTaIUH.

CoBpeMeHHbIE MOAXO0/bI K JIEYEHUI0

JleyeHrie MyKOBHCII103a CTAHOBUTCS BCE O0Jiee MepCOHATM3UPOBAHHBIM:

- MykonauTuku u pusnorepanus — JJIsl OUMIICHUS AbIXaTEIbHBIX MYTEH.

- AHTUOMOTUKH (MHTJIAIIMOHHBIC U CUCTEMHBIE) — 00pb0a ¢ MHPEKITUIMH.

- Ilankpermueckne QepMeHTsI W HYTPUTHBHAS TOJACpKKA — TIpU
MaJibabCcopOIuu.
- CFTR-monynsatopsl (uBakadTop, iymakadTop, Tpukadra) — yIydIIAIOT

(YHKLIHIO MYTaHTHOTO O€JIKa.

- [Iepecanka NErkux — NpyU TEPMUHAIBHOM JIbIXaTEIBbHON HETOCTATOYHOCTH.

ITHYEeCKHE H COLHAIBbHBIE ACIIEKThI

Pa3BuTne Tepanuu MYyKOBUCLHUAO03a COINPOBOXKIAETCA BAXKHBIMU ITUYECKUMU
BOIIPOCAMH:

- HoctynHocte noporocrosimmx CFTR-Monymaropos.

- IlpaBo poaureneli Ha OTKa3 OT TEHETUYECKOTO TECTHUPOBAHMS
HOBOPOXIEHHOTO.

- HeoOxoauMoCTh MEXKIUCIMIUTMHAPHOW IMOMOIIH M COITUATIBLHOMN TOICPKKH
CEeMEN.

- [Ipob6rieMbl TpyAOYCTPONCTBA U TICUXOCOLUATLHOM aanTainuu 00JIbHBIX.

3akioueHue

MykoBUCLIHI03 — XPOHHYECKOE TIeHeTHYecKkoe 3aboseBaHue, Tpelyrolee
MYJIbTHIUCIMIUIMHAPHOTO  MoAaXoja. brarogapss JocTuxeHUs M B o0sactu
MOJIEKYJIIPHOM T'€HETUKHU U pa3pabOTKe TapreTHOW Tepanuu, IpOoJ0JIKUTEIbHOCTD U
KaueCTBO JKM3HM MAalMEHTOB CYIIECTBEHHO yiIydilwiauch. OIHAKO paHHsAA
JUArHOCTUKA, JOCTYIl K JICYEHUI0 W TICUXOJOTMYECKas IMOAJEpPKKA OCTArTCA
KJIFOUYEBBIMH 33/1a4aMU COBPEMEHHOTO 3PABOOXPAHECHMUS.
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