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HEKOTOPBIE KVIMHUKO-IUATHOCTHYECKHE ACIIEKTbI
KNCTO3HOI'O ®UBPO3A

I'yp6anoBa J.B.
Jemckas kiunuueckas 6onvruya Neb, baxy, Azepbaiioxcan

Henabio ucciaenoBaHus SIBUJIOCh YCTAHOBJIEHHE IE€HHOCTH KJIMHHYECKHUX NPU3HAKOB H
JIa0OPATOPHO-UHCTPYMEHTAJIBHBIX METOJ0B B INOCTAHOBKE JMATHO3a KHMCTO3HOro (pudpo3a
(K®) y nereii. MartepuaJbl u metoabl. Hamu 0b1110 00c1enoBano 142 pedGenka B Bo3pacrte OT
3-x mecsiueB 10 12 jiet ¢ mogo3penneM Ha K®. Y Bcex nanueHTOB OLIEHUBAJINCH KJIMHUYECKUE
CUMIITOMBI, Pe3yJibTaThl MOTOBOr0 TecTa W reHeTudeckoro anaausa. Ilpm HeoOxommmocTH
NPOBOAWINCH JAONOJHUTEIbHbIE MCCIEI0BAHUSA M KOHCYJIbTAMH cHenuaaucToB. Pe3yibra-
Tbl. /Inarno3 K® Obu1 moarBep:kaeH y 17 gereir. Y 7 (41,2%) nereii B yCTaHOBJIEHHUU
JAUATHO3A ONpele SO0 PoJib ChIIPaJ reHeruveckuil ananaus, y 10 (58,8%) manmenton
AMArHO3 ObLJI MOATBEP:KIEH HA OCHOBAHHUHU KJIWHHUKH, MOBTOPHOIrO (2-3 KpaTHOro) mpose-
JAeHUsl MOTOBOI0 TeCTa, M ONMOJHHUTEJbHBIX HCCJIeI0BaAHMI (KOMIbIOTepHasi ToMorpadgus
rPYAHOM KJIETKH OblIa MpoBeAeHAa 7 0O0JbHBIM, OLEHKA (PYHKUMH IOMKEJTYAOYHOH JKese3bl
(onmpenesienne 31actasbl 1 B kaje) — 3 g1eTsiM, OPOHX0/1eTrOYHbII JIABAKCO B3ITHEM MOKPOTHI -
2 nersiM, yJbTPa3ByKOBOe HMCCJIeJ0BaHUE OPraHoB OpromHON mosoctu -10 xersim, Omomncus
neyeHu - 1 pebeHKy, MATHUTHO-Pe30HAHCHAsT TOMorpadus OpomHOi mojaocTu -1 pedeHKy,
Bbl/IeJICHHE CHHETHOMHOM NMAJI0YKU U3 MOKPOTHI -10 geTsaM, 8 nereil ObLIM KOHCYJIbTHPOBAHBI
OTOPHHOJIAPUHI0JI0T0OM). BbIBOBI. /laHHbIEe HALLIET0 UCCJIEIOBAHNS NO3BOJIAIOT YTBEPKIATh,
4YTO HA MPAKTHKE HU OJMH M3 KJIMHHUKO-JIA00PATOPHBLIX NMPHU3HAKOB CAMOCTOSITEIHLHO He
MO:KeT ObITh OCHOBAHMEM /IJIfl IOCTOBEPHON NMOCTAHOBKHM /JAUATHO33, YTO JUKTYeT He00Xo-
AUMOCTb KOMILIEKCHOM OLleHKU Pe3yJIbTATOB.

Knrwueevie cnosa: kucmosmuwiii pudpos, MyKosUCyuoo3, 0emu, NOMo8wulli mecm.

Kucrosnsiit ¢pubpo3 (KP) mnu mykoBucuu- Knuangeckue nposiBneHus O0JI€3HU TOJIU-
703 — OIHO HU3 CaMbIX pPaclpOCTPAHEHHBIX MOp(]HBI, CKJIAABIBAIOTCS M3 CHMIITOMOB IOpa-
HACJIE/ICTBEHHBIX 3a00JIEBaHUM, XapaKTEePU3YIO- KEHHSI Pa3IMYHBIX OPTaHOB M CUCTEM, KOTOPHIE
mieecss TSDKEJICHIIMM IMOpakKeHUEM JKesle3 Ha- BBIpQXEHBl B HEOJWHAKOBOW CTETEHW W TIOJ-
pyXkHOI cekpeuuu. B HacTosiiee Bpems ycra- paszeneHbl Ha TUIMYHYI0, aTUIMHYHYIO U CBS-
HOBJICHA JIOKanu3auus (cepeAuHa JJIMHHOTO 3annyto ¢ reHoM CFTR ¢opmy. @enotunuuec-
Iieya XpPOMOCOMBI 7) W BBIJIEJIEH B YHUCTOM KM€ TMpOSIBICHUS TUIMYHOM (KJIACCUYECKON)
Bujae reH K®u ero mpoaykr. I'en KO cocrour dhopmbl KO BeIpakeHbI SIPKO ¥ AMATHOCTUYECKH
U3 JBYX 4YacTed U KOHTPOJIUPYET CHHTE3 MOJITBEPKIAIOTCS. BBICOKUM OKa3aTeeM ypOB-
TPAaHCMEMOPAHHOTO  PEryJIATOpPHOTO  Oenka H xjopa (>60MMONB/TT) B CEKpeTe MOTOBBIX
kucrosnoroduodposza(Cystic xene3 u Hamuuumem myranuu B reme CFTR.
Fibrosis Transmembrane Regulator - CFTR). Knuandecku y 00JIbHOTO HAOIOAAK0TCS YaCThIe
I'en CFTR, otBeuas 3a BOAHO-RJIEKTPOJIUTHBIN MHQEKIUN JBIXaTENbHBIX IyTeH, XPOHHUECKUE
COCTaB  CEKPETOB  OSK30KPHHHBIX  JKEJe3 TaCTPOMHTECTUHAIILHBIC HAPYIICHUS, HU3KHUHA
OpraHusma, CHocoOCTByeT (HOpPMHUPOBAHHUIO HYTPUTHBHBIA CTaTyC M DJIEKTPOJIUTHBIN HC-
CUMNTOMOB  Oone3Hu. B naHHOM  rene Oananc. DyHKIUM TOHKETYTOUYHOM JKeIe3bl
uneHtudunuposano okoso 2000 myranwmit [1]. MOTYT OBITb HOPMaJIbHBIMU WJIM TOHUKEHHbI-

Bonboit naTepec 1 KIMHUIMCTOB, 3aHU- mu. Ilo cBoemy TeueHutro OO0JIE3Hb MOMKET
Maromuxcs npobnemoit K®,  mpexacrasnser MPOSIBIATECA B JIETKOM, CPENHETSKENION WIn
MOCTaHOBKA JMarHo3a, KoTopas MpOBOAMTCS Ha Tsokenol (opme. DeHOTUNUUECKHE TPU3HAKU
OCHOBaHWH KJIMHUYECKHX MPOSIBICHUHN 0O0JIe3HH atunmaHoii  opmbl KD  xapakrepusyrorcs
W TIOATBEPXKIAETCS  OIECHKONW (PYHKIIMK TreHa HAJIMYUEM OJIHOTO WM JBYX KIMHHUYECKHUX
CFTR (moToBBIif TecT, TECT pa3HOCTH Ha3ajlb- CUMNITOMOB 00J€3HH W HOpMalbHbBIMH (<40
HBIX IMOTEHIIMATIOB) U TEHETHUYECKUM aHAIH30M. MMOJIB/JT) WM TOTpaHudHbIMA  (40MMOITB/T -

70



Journal of Azerbaijan Perinatology and Pediatrics (Scientific-practical journal)

60MMOJITB/JT) TIOKA3aTeNIsIMU TTOTOBOM MPOOBI. Y
OOJILITMHCTBA OOJIBHBIX (DYHKITUU MOHKETYI0Y-
HOM KeJlle3bl HE HapyILEHbI, YacTOTa U MPOSIB-
JeHus OpOHXOJIETOYHBIX 3a00JieBaHUI HE3Ha-
YUTENbHBI [2].

CaMOCTOSTENIbHO PacCMaTPHUBAIOTCS HEKO-
TOpble  OOJIe3HH, KOTOphle chopmupoBaIn
COBEpLICHHO HOBYIO HO30JIOTMUYECKYIO TPYIILY,
r7le KIMHUYECKHE MPOSIBICHUS  CBSI3aHBI C re-
Hom CFTR. Dt10 Te Oone3HH, TpU KOTOPBIX
yactotra BbIsiBIeHUsT MyTanuu B rene CFTR
oueHb BrIcOKa. K HUM oTHOCSATCS:

e DbpoHxosnero4yHslii acreprusies

e Jluddy3Hblil MaHOPOHXUOIUT

e bponxoskraTuueckas 601e3Hb

e  XpOHHMYECKHI PUHOCUHYCHUT

e OcTpplif WM PEUUTUBUPYIONIUN TaH-
KpeaTuT

e M3onupoBaHHas OOCTpYKTHUBHas a3oc-
nepMus

[loToBBII TecT ¢ ompeneireHUEM KOHLEH-
TpaIyy XJIOPUIOB B TIOTE J0 CUX MO CYUTACTCS
30JI0TBIM CTaHAAPTOM TIPU TOATBEPIKICHUHU

muarno3a K@ [3]. TToroBast mpoba MOXeT OBITh
MpOBeJIeHa IByMsI CIIOCOOaMHu:

1. Ha anmapare «MakpoJakr» - HENpsMOe
orpezesieHNe MPOBOAUMOCTH XJIOPHIOB;

2. Knaccuueckum cnocobom no I'mbcony u
Kyky — npsMoe konnuecTBEHHOE ONpe/esieHne
KOHIIGHTPALUK XJIOPUIOB, YTO CYUTAETCs Ooee
TOYHBIM, HO CJIO)KHBIM B UCTIOJIHEHHH.

Tect TpeOyeT 0coOOro BHUMAaHHUS W OIBITA
ero mpoBeneHus. [ MOIy4eHus T0CTOBEp-
HBIX pe3yJbTaTOB HEOOXOAMMO YYHUTHIBATH
BO3pacT, BeC U CTENEeHb TUApaTalii peOeHKa.
Ha MomeHT npoBeneHus Tecta peOeHOK JT0JKEH
ObITh cTapmie 2-X HeAelb, CBbIIE 3-X
KWJiorpaMMm U 0e3 Mpu3HAKOB 3Kcuko3a. He
PEKOMEHIyeTCs TpPOBEJACHHE TecTa y JeTeH,
MPUHUMAIONNX KOPTHKOCTEPOHIBI, HMEIOIINX
OTeKM WM CHUCTEMHbIE OOJIe3HH, TaK Kak
BBICOKA BEPOATHOCTH IOJIYYEHHS JIOKHOIIOJIO-
KTEJbHBIX PE3YJIbTAaTOB. Y KaXIOTO U3 METO-
JIOB UMEIOTCsI CBOM HOpMaTHBbI ( Tab.1,2) [4].

Taoauua 1.

Ouyenka pe3yibmamos nOMoeo20 mecma Nno KOHOYKMUGHOMY Memo0dy «Makpooaxm)

CreneHb IMPOBOAMMOCTH XJIOpa B IIOTC

Pesynprar

0-50 MmmoIB/1

Tect oTpuLATENBHBIN.
Hannuue kucro3znoro gpubdpos3a MaaoBeposITHO

50 MM0ab/1-90 MMOIB/NT

COMHHUTENBHBIN.
Tpebyercs NOBTOpHOE NPOBEIEHUE TECTA U
OIIEHKA KJIMHUYECKUX U Ja00paTOPHBIX MOKa3aTenen

>90 MMOIB/T1

TecT MoI0KUTETHHBIN.
[loaTBepxaercss Hamuuue OOJIE3HU

Taoauna 2.
Ouyenka pe3ynomamoe nomoeozo mecma no memooy I'uocona u Kyxa
Bospact | Konuenrpauust xnopa B | Pe3ynpraT
nore
<6 MmecsieB <30 MMoITB/T Tect oTpuLIaTeNTBHBIN.
Hannuue kucto3Horo ¢pubdpo3a MagoBepOsSTHO
<6 mecsiieB | 30MMouTE/11-60 MmO/ | COMHUTEITBHBII
Tpebyercs MOBTOpHOE MpOBEJIEHHE TECTa M OICHKA
KJIIMHUYECKHUX U JJa0OpaTOPHBIX MOKa3aTenei
>6 MecsI1EB <40 MMOIIB/T Tect oTpuLaTENbHBIN.
Hannune xucro3znoro pudpo3a MaaoBeposiTHO
>6 MecsLeB 40MMo1b/n-60 MmO/ | COMHUTENBHBIN.
TpebOyercss MOBTOpPHOE TPOBEICHHWE TECTa W OIICHKA
KIIMHUYECKUX U JJa0OpATOPHBIX MOKa3aTeNen
Jns Bcex >60 MMOJIB/JT TecT MoI0KUTEILHBIN.
BO3PacTOB ITonTBepxnaeTcs Hamuuue 60JIe3HU
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Ilokazarens xsopa B more cBbime 160
MMOJIB/JI CUMTAETCd HE (U3NOJOTHYHBIM U
pe3yabTaT HEMPaBWIBHBIM, TPEOYIOIIUM MOB-
TOPHOTO MPOBEICHUSAIIO ABYM JOMOIHSIOIIUM
ApYT apyra Metoaam [2].

[Ipy 1ONOKUTENHHOM OTBETE MOTOBYIO
npoOy ciieayeT MOBTOPUTH: JJISi OKOHYATENb-
HOTO JMAarHOCTHYECKOTO 3aKJIIOYEeHUs Tpe-
Oyercs 2-3 MOJNOXUTENbHBIE TPOOBI U
JOCTOBEPHbIE KIMHUYECKUE JI0Ka3aTelbCTBA.
[Ipu npoBeneHNMH MNOTOBOKH NPOOBI MOTYT
BCTpeUaThCsl MOTPaHUYHbIE, a TaKXKe B He-
OOJIBIIIOM TIPOLIEHTE CIIy4yaeB KaK JIOXKHOIO-
JO)KHUTENbHBIE (CM. Ta0.3), Tak W JIO)KHOOT-
pHIIaTeIbHbBIC 3HAYCHUSI.

Tabnumna 3. 3aboneBaHusi, MpU KOTOPBIX
OTIPENIeNIACTCS  JIOKHOTIOJOKHUTEIBHBI  pe-
3yJbTaT TECTa:

1. Cungpom npuoOpPETEHHOIO HMMYHO-
nedurura (CITUI)

2. HenocratouHocTh (YHKIHMH HAAIO-
YEUHUKOB
IIceBrornmnoanbI0CTEPOHNU3M
ANIpEHOTreHUTAIBHBIN CUHIPOM
Cunapom Jlayna
Cunnpom Knsitndensrepa
ATONMYECKUN JepMaTUT
OKToAepMaIbHasl JUCILIa3Us
. CeMeliHbIl  XOJIECTATHUECKUN
IpOM

10. dyko3umo3

11. I'mukorenos, tum |

12. HemocTaTto4HOCTh TITIOK030-6-(hocda-
Ta3bl

13. T'unotupeos

14. T'unonapatupeos

15. CemeitnHblii rumIonapaTupeos3

16. Pesxo  BeIpakeHHass ~ runoTpodus
(xaxexcusi)

17. HepBHas aHOpeKcHs

18. Curnpom Mopuaka

19. Mykomnonucaxapuao3s

20. HedporenHnsiit HecaxapHbIi AHa0eT

21. XpoHn4ecKkuil MaHKpeaTuT

22. T'unoraMMarioOyIHHEMUsT

23. llenuakus

B cBsi3u ¢ 3TMUM BO3HHKAeT HEOOXOIM-
MOCTh B JIONOJHHUTENbHBIX, OOJiee YyBCTBU-
TEIIbHBIX  JHATHOCTHYECKHX TecTax [S].
OnHUM U3 TaKUX TECTOB SIBJISETCS U3MEpEHHE
TPAHCATUTEIHATBHON Pa3HUIBI Ha3aJbHBIX
aJIeKTpUUecKuX mnoreHuanos. CyTb Mmerona

©COoN Ok~

CHH-
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COCTOUT B U3MEPEHUU PA3HOCTU MOTECHIINAJIOB
MEXIYy OJJIEKTPOJlaMH, OJUH U3 KOTOPBIX
pacrnojaraercsi Ha IOBEPXHOCTU CIM3UCTON
000JI04KM HOCa, a BTOpOH Ha mpenrvieuse. B
HOpPME TMpeleiabl Pa3HOCTH IOTEHIMAJIOB
K0J1e00TCs 0T -5 mV 110 -40 mV;, y 60JbHBIX
KHCTO3HBIM (UOpPO30M 3TH TIpeAessl Ccoc-
TaBiLIIOT OT -40 mV go -90 mV. H3menenue
Pa3HOCTU HA3aJIbHBIX MOTEHLIUAIOB OTPAXKAET
ocHoBHoi nedext CFTR u sBisercs undop-
MAaTUBHBIM METOAOM JuarHocTuku KO vy
JeTe crapiie 6-7 JieT u B3pocibiX[6].

B OonpmuHCTBE citydaeB jaumarno3 Ko
SICCH U YCTaHOBHUTb €ro HE MpPeACTaBIsieT
TPYIHOCTEH: KIIMHUYECKUE MPOSBICHUS UM-
€I0T THIHWYHBIA XapakTep, a HECOOTBETCTBHE
HOpPME KOHIEHTpAIlMH XJIOPHIOB B TIOTE
MNOJTBEPXKIAeT KJIMHUYECKUH auarHo3. B
MOJOOHBIX CHUTYaIUsX MPOBEACHUE TCHETH-
YEeCKOro aHaiu3a He SBISETCS CTPOro
00s13aTeNbHBIM. Y HEKOTOpPOW J10JIM MalueH-
TOB, B YaCTHOCTH, C aTMUIIMYHBIMU U CBSI3aH-
HeiMU ¢ reHoM CFTR xnuHMueckumu nposis-
JeHusIMH  OOJIE3HM TeHETHMYeCKUW aHaIu3
MOKeT moaTBepauTh auarHo3d K®. Onnako,
3a4acTyl0 B MPAKTUYECKON J1eATEIbHOCTH
KJIMHULIUCTAM TIPUXOJIUTCS CTAJIKUBATHCS C
TeM, 4TO, MO0 HEe BCerjaa yaaeTcs MPOBECTH
BCE MPETyCMOTPEHHBIE METOJbl HCCIEI0Ba-
HUS, 7TUO0 HX PE3yNbTaThl OKa3bIBAIOTCA
COMHUTENIBHBIMH. B CBSI3M ¢ 3TUM, TIpeIcTaB-
JSIeTCsl aKTyalIbHBIM MOUCK Hanbonee nHpop-
MaTUBHBIX ¥ JIMATHOCTUYECKH 3HAUYUMBIX
NPU3HAKOB 3a00JIEBAHUS, KOTOPHIE MOTJIH OBI
JieYb B OCHOBY aJIrOpUTMa MOMCKA MU M0/103-
pernn Ha KO.

IMeanblo Haliero HCCiAEAOBaHUS SBUIIOCH
YCTaHOBJICHUE IIEHHOCTH KIMHUYECKUX TPHU3-
HaKOB U JIabOpaTOPHO-WHCTPYMEHTAIBHBIX
METO/IOB B MMOCTAHOBKE MAarHo3a KUCTO3HOIO
¢bubpo3sa y nereit.

Marepuanbl M MeTOAbI. 3a TEpUOA C
2013 mo 2017 rr. Ha 6a3ze Jlerckoit Knunu-
yeckoil OonpHUIIBI Ne6 Hamu ObuIO 0OCIe-
noBaHo142 pebenka c¢ nmomo3penuem Ha KO.
Bo3spacT 60nbHBIX Ha MOMEHT YCTaHOBJICHHS
JIMarHo3a BapbUpOBAN OT 2-X MecAleB A0 12
JeT. 3a KpUTePUU TUATHOCTUKU ObUIH TPUHS-
Thl KJIUHUYECKUE CHUMIITOMBI, PE3yJIbTaThl
MOTOBOTO TECTa W TEHETHMYECKOro aHallu3a.
[TotoBass mpoba Oblma TpOBEACHA  TIO
knaccuyeckomy meroay ['mbcona u Kyka[4].


http://www.nedug.ru/desease/%d0%94%d0%b8%d1%81%d0%bf%d0%bb%d0%b0%d0%b7%d0%b8%d1%8f
http://www.nedug.ru/desease/%d0%93%d0%b8%d0%bf%d0%be%d1%82%d1%80%d0%be%d1%84%d0%b8%d1%8f
http://www.nedug.ru/desease/%d0%90%d0%bd%d0%be%d1%80%d0%b5%d0%ba%d1%81%d0%b8%d1%8f
http://www.nedug.ru/desease/%d0%94%d0%b8%d0%b0%d0%b1%d0%b5%d1%82
http://www.nedug.ru/desease/%d0%9f%d0%b0%d0%bd%d0%ba%d1%80%d0%b5%d0%b0%d1%82%d0%b8%d1%82
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I'eneTnyeckuii aHanu3 OCYyIIECTBIIICA3A IIpe-
nemamu  ctpadbl (Typous, I'epmanwms, Poc-
cHsl).

[Ipn HEeoOXoauMOCTH MallMEHTaM IMPOBO-
JUINCH  JOTIOJHUTENbHBIE HMHCTPYMEHTANb-
Hble uccienoBanus (yJabTpa3ByKOBOE HcCCIe-
JI0BaHUE, KOMITbIOTEpHAsE TOMOrpadus u 1p.),
KOHCYJbTAllMM  CIIEHUAINCTOB (OTOpUHOJIA-
pHUHTrOJIOTa, FEMATOJIOra U Ap.)

Pe3yabTarsl u o6cy:xkaenune. 13 142 06-
cienoBaHHbIX quarao3 KO Obi1 moaTBepKIACH
y 17 nereit. I3 HUX MalbuuKOB -3, JE€BOYEK -
14.V 7 (41,2%) nereit B yCTaHOBJICHUM JHar-
HO3a OMpPENENSIONIYI0 POJib ChIrpajl TeHeTH-
yeckuid anamu3, y 10 (58,8%) mnauueHtoB
IUarHo3 ObUT TMOATBEPXKIACH HAa OCHOBaHHUH
KIIMHUYECKOW CHUMIOTOMATHKH, IOBTOPHOTO
(2-3 kpaTHOTO) MPOBEACHUS MTOTOBOTO TECTA,
A JOIIOJHUTEILHBIX HcciaenoBanuii. Y 125
JeTEUNOCTaBICHHBIN IPEeIBAPUTEIHLHO HAMpa-
BUBIIUM yupexaeHuemanarsoz K@ ne moar-
Bepawics. Y 10 pgereit u3 125 pesynbrar
IIOTOBOI MpOOBI OBbUI OLIEHEH KakK JIOXKHO-
MOJIOKUTEIBHBIN (Y 2 MAUEHTOB CUMITOMBI
ObuTH 00YCIIOBJICHBI JIE(UIIUTOM TIIIOK030-6-
docharnerunporenaspl, y 5 —runorpodueit
Pa3IMYHOTO TeHe3a, y 1 peObeHKa —IennaKuen,
y 2 — TSDKEJIO MPOTEKAIOIIUM aTOMUYECKUM
JI€PMaTUTOM.

[Ipu ananu3e HEHHOCTU PA3NUYHBIX METO-
JIOB HCCJIEJJOBaHMSI U HMX COBOKYIIHOCTH B
MMOCTAaHOBKE UArHO3a HaMU OBLIM BBISBIICHBI
HEKOTOpBIE acheKThl.Tak, Haau4he JBYX
MOJIOKUTEIBHBIX  PE3YyJbTAaTOB  MOTOBOTO
T€CTa WIA OJHOTO IOJIOXKUTEIBHOTO IOTO-
Boro tecta u 2 myranuii B reie CFTR B
TEHETUYECKOM  aHallu3e  MOATBEPKAAIO
muarHo3 K@ HeszaBucumMo OT BO3pacta
oOpatteHust 0onpHOrO K Bpaudy. OpHako, Ha
MPaKTUKE B CBSI3M C JOPOTOBU3HOM TI'E€HETHU-
YEeCKOr0 aHajiu3a 3TOT METOJ UCIOJIb30BaJICs
Hamu Jumb B 7 caydasx u3 17. Ilpuuewm,
31eCh MBI TaKXe CTOJIKHYJIUCh C OIpese-
JIEHHBIMU CHOPHBIMU MOMEHTaMH. Jluiip y 2
(28,6%) netelt reHETUYECKUI aHAIIA3 BBISIBIII
Hanuuve 2 myrtanuid B reHe. Y 1 (14,3%)
pebeHKa HECMOTPsI Ha OYEBUIHYIO KIIMHUKY U
IIOJIOKUTEbHBIM  TPEXKPATHBIM  ITOTOBBIN
TECT, TEHETUYECKUM aHaIu3 Ha JABYX JTarax
HU OJJHOW MYTaIlMM HE OOHAPYKUJI, B CBSI3U C
geM OBUTO BBICKA3aHO TMPEATIONOKEHHE O
HaJUYUM PEIKOM MyTallMM T€Ha W TPHUHSTO

73

pelleHne O MPOBEACHUM JOIOJIHUTEIBHOIO
pacIIMpPeHHOr0 TEeHETUYeCKoro aHanuza (Ha
MOMEHT HaIllUCAaHWS CTaThbu OTBET EIIe
nonyueH He Obu1). Y 1(14,3%)nanuenta npu
HaJIMYUU  TIOJIOKHUTEIBHOTO T'€HETUYECKOTO
aHaJl3a U SBHOM KIMHUYECKOW CHMIITOMa-
TUKHA OBLI TIOJMYYeH OTPHIATEIBHBIA PE3yiih-
TaT MoToBOro Tecra. OIHAKO MPU MOBTOPHOM
IIPOBEJICHUU IIOTOBBIM TECT OKa3ajcs I0JI0-
KUTEIbHBIM, YTO TO3BOJWIO JOCTOBEPHO
MOATBEPAUTH AUarHo3 K.

Puck namuuus KO y pebenka crapiie 6
MECSLEB C PE3yJIbTaTOM IOTOBOro Tecrta <39
MMOJIB/TT OB paclieHeH KaKk MUHUMAaJbHbIN,
OJTHAKO OOHApYKEHUE Y ATOTO OOJILHOTO JBYX
mytauuii B rene CFTR paccmarpuBanocs kak
NOJTBEpKJIeHUe nuarHosa.B cinydae nomyue-
HUS TIOTPAaHUYHBIX PE3yJbTATOB MOTOBOTO
tecta (y nereil muanuie 6 MecsueB B Ipefe-
nax 30-59 mmounb/i, crapiie 6 MecsIeB B Ipe-
nenax 40-59 mmone/) TpeboBaNOCH MTpoOBE/Ie-
HUE TeHETHYECKOIr0 aHalu3a Ui BBISBICHUS
mytanuid. Tak, oOHapyXeHHe ABYX MYyTaIlHii
B reie CFTR Bepudumupyer nuartos, a
orcyrctBue wmyrauuu B reHe CFTR wunm
OPUCYTCTBHE OJTHOM MYyTallUU MPU HATUYUH
KJIIMHAYECKHUX MPOSIBJICHUIT ~ CUMIITOMOB
0oJie3HM 3acTaBisieT OyMaTh O OOJE3HSX,
cesm3anHbix ¢ TeHoM CFTR. Takue GonbHBIC
MOJJIEXKAT IMOBTOPHOMY MPOBEACHUIO IOTO-
BOIO TecTa W B Ciy4yae MOJIY4YEHHsS] BHOBb
MOTPAHUYHBIX PE3YJIbTaTOB, BO3HUKAET HEOO-
XOJIUMOCTh B TPOBEJECHUU JIOTOJTHUTEIBHBIX
oOcienoBaHuil (OIEHKU KIMHUYECKOTO CTa-
Tyca, IPOBEJIEHUS PaCIIUPEHHOIO IOBTOpP-
HOTO T€HETUYECKOTO aHajau3a, ONpeaeseHus
CUHETHOMHOW MAJIOYKM B  HUCCIENLYEMBIX
KylnbTypax). B Hamem wuccnenoBanuu y 2
(11,8%) nereii (1 pebenok crapiie 6 Mecs1IeB,
1 pebeHok— Miajiie) MOTOBBIA TecT ObLI
MOTPAaHUYHBIM M JIUAarHO3 OBLI MOJITBEPKIACH
HanmuuueM 2 myrtanuit B ree CFTR. V 1
(5,9%) pebenka — TeHEeTUUECKHI aHATTN3 BBIS-
BWJI OJHY MYTalMi0 B I€HE, HO TaK Kak
MOTOBBIM TECT OBLT TMOJOXKUTEIHHBIM, a B
MOoCeBe MOKpOTHI OblIa OOHapykeHa CHHe-
THOWMHAs masovka (OAWH W3 BBICOKOMH(OP-
MAaTHUBHBIX TMPU3HAKOB, XAPAKTEPHBIX JUIS
K®), 3T0 m0o3BOIMIO0 HAM MOATBEPIUTH JHAr-
HO3 Yy IaHHOTO ManueHTa.[7, 8]

HekotopeiM  0601bHBIM  MOTpEeOOBAINCH
JIOTIOJTHUTEIbHBIE UCCIEOBAHMS, MPUYEM,
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3a4acTylo JUIsl YCTAHOBJIGHUS TOYHOTO JHar-
HO3a y OJIHOTO TAIMEHTa MPUXOAHUIIOCH MPH-
OeraTb K HECKOJBKMM METO/aM O0CIea0Ba-
Hus. Tak, KoMIbIOTepHas Tomorpadus rpya-
HOM KieTku Obuta ipoBeneHa 7 (41,2%) 6omb-
HBIM, TECT Ha ONpeICICHUs QYHKIUU OJIKE-
JyIOYHOM >KeJie3bl (OnpeesieHne 3acTasbl |
B Kane) — 3 (17,6%) nersaM, OpOHXOJIETOUHbII
JaBax ¢ B3ATHEM MOKPOTHI -2 (11,8%) metsim,
VIBTPa3BYKOBOE  HCCJICIIOBAHUE  OPraHoOB
OpromrHoit monoctH -10 (58,8%) netsm, buon-
cus neuenu -1 (5,9%) pebGeHky, MarHuTHO-
pe3oHaHCcHast ToMorpadusi OPIOITHON TOJIOCTH
-1 (5,9%) peGenky, BblIeNIEHUE CUHETHOWHOM
najgo4ykud u3 MOkpothl -10 (58,8%) nersim, 8
(47,1%) nereii ObLTM KOHCYJIBTUPOBAHBI OTO-
puHONapuHrojgoroM. Kak mpaBuio, Haindue
CHUMIITOMOB W TPH3HAKOB OOJIC3HU, BBIJICIIE-
HHUE CUHETHOMHOW MAJIOYKH M HEJO0CTaTO4-
HOCTh (DYHKIIMH TOKEITYIOUHOU  KEJIe3bl
paccMaTpUBaIKCh KaK MOJTBEPIKICHUE JHar-
Ho3a K.

Ecnmu y GOJIBHOTO OTCYTCTBOBQJIM KIIMHU-
YECKHE CUMIITOMBI, a PE3yJIbTaThl MOBTOPHBIX
MOTOBBIX P00  MPOAOIDKATU  OCTAaBATHCS
COMHUTEIBHBIMU, TO OOJILHOW TOJJIEKAI
MPUCTAILHOMY HAOJIOIEHUIO J0 MPOSBICHUS
Kakux-1n60 u3menenuit. Tak, yl 60ibpHOTO U3
125(Bo3pacT -1 rox 4 mecsa) ¢ npu3HaKaMu
CTOMKOM OOCTPYKLMHU IbIXaTEIbHBIX MyTeH U
SMHU30J]aAMH  JTUCTICTICUU 5-kpaTHO OBLI
MOJIy4eH TMOTPAaHUYHBIN Pe3yabTaT MOTOBOTO

Tecta. bblIO BBICKAa3aHO TOAO3pEHUE Ha
Oone3nb, cBszaHHyro ¢ reHom CFTR, omnaxo,
B CBSI3U C OTCYTCTBHEM BO3MO>XHOCTHU IPOBE-
JICHUSI TE€HETUUYECKOT'O aHajin3a, JHarHo3 He
Obul ToATBepkIeH.2 OonpHBIX u3 125 Ha
MOMCHT HAaIlMCaHUS CTaTbH HaXOIATCS IO
HaOJIIOJICHUEM C HE YTBEPXKICHHBIM JIHArHO-
3oM K®. V ga"HbpIX manueHToB UMEET MECTO
KJIMHHMKA 3aTSHKHOM ITHEBMOHHHM, OTCTaBaHUE
B BECE M HEKOTOpbIC JApYrue MpPU3HAKH,
MOJ03pUTEIIbHBIE B OTHOLIEHUU K®, ogHako
OTPUIATEIbHBIA MOTOBBIM TECT U OTCYTCTBUE
TCHETHYECKOr0 aHajh3a He  II03BOJISIOT
BBICKA3aTh KaKOe-JIM0O YeTKOe MHEHHE II0
MOBOJly AUArHo3a.

Takum o00pa3oM, pe3yibTaThl HaIIEro
WCCIIEIOBAHUS MO3BOJISIOT YTBEPKIATh, YTO
MOCTAaHOBKA JMAarHo3a KHCTO3HOTO (uopo3a
BCE CILE COMNpSIKEHAa CO MHOXKECTBOM TPYA-
HocTeil. HawmbGomnee mocroBepHbIit U uH(OP-
MaTUBHBIM TEHETHWYSCKUH aHaaW3, K COXKa-
JICHUI0, HE BCerja JOCTYIE€H B CBSI3U C
JIOPOTOBH3HOM, @ B OTHOIICHHH OCTAJIbHBIX
INPU3HAKOB HYXHO OTMETUThb, 4YTO, Kak
MoKa3ajla TpaKTUKa, HU OJWH H3 HHUX
CaMOCTOSTENIHHO HE MOXKET OBITH OCHOBAHHEM
U1 TOYHOM IIOCTAHOBKM guartos3a. Bce 3To
TUKTYeT  HEOOXOAUMOCTh  KOMILUIEKCHOM
OIICHKHU PE3YJIbTaTOB, a TaKXKe BBIPAOOTKU
0oJiee MPUIIETHHOTO aNTOPUTMA MPOBEACHUS
JIMarHOCTUYECKUX HCCIICIOBAHUN Yy JETEU C
MOJI03PEHUEM Ha KUCTO3HBIN (hudpo3.
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XULASO
KiSTOZ FIBROZUN BOZi KLINIK-DIAQNOSTIK ASPEKTLORI

Qurbanova E.V.
6 sayli Usaq klinik xastoxanasi, Baki, Azarbaycan

Acar sozlar: kistoz fibros, mukovissidoz, usaqlar, tor testi

Todgigatin mogsadi usaqglarda kistoz fibrozun diagnosikasinda klinik simptomlarin vo laborator-
instrumental miiayina tisullarinin shomiyystinin dyranilmasi olmusdur.

Material vo metodlar. Bizim torofimizdon KF siibhosi olan 3 aydan 12 yasa gqodor 142 usaq
miiayine olunmusdur. Biitlin pasientlords klinik tozahiirlar, tor testi vo genetik miiayinonin noticalori
qiymatlondirilmisdir. Lazim olduqda slavo miiayinalor vo miitoxassislorin maslohati aparilmigdir.

Naticolor. KF diaqnozu 17 xostods tosdiq olunmusdur. Onlardan 7-do (41,2%) diagqnozun
qoyulmasinda asas rolu genetik miiayino oynamisdir, 10 (58,8%) xastods ise diaqnoz klinik toza-
hiilor, tokrar (2-3 dofo) tor testi vo olavo miiayinolor osasinda tosdiglonmisdir. ©lavo olaraq 7
xostoys dos qgofosi orqanlarinin kompiiter tomogqrafiyasi, 3 xostoys modealti vozin funksional
vaziyyatini qiymotlondirmak {igiin nocisdo elastazal toyini, 2 usaga —boalgomin gotiiriilmasi ilo
bronx-agciyar lavaji, 10 usaga-qarin boslugu orqanlarinin ultrases miiayinosi, 1 xostoyo-gara
ciyarin biopsiyasi, 1 xastaya -qarin boslugunun maqnit-rezonans tomoqrafiyasi, 10 usaqda- balgom-
da Pseudomonas aeruginosa agkarlanmasi aparilmisdir. 8 xasto otorinolarinqoloq torsfindon masle-
hot edilmisdir.

Beloliklo, todqgigatimizin noticolorino asason demok olar ki, tocriibado klinik vo laborator
olamotlordon vo miiayine iisullarindan heg¢ biri miistogil sokilde diagnozu qoymaga imkan vermir,
bu da homin olamatlorin kompleks sokilds qiymatlondirilmayinin zoruriliyini gdstorir.

SUMMARY
SOME CLINICAL AND DIAGNOSTIC ASPECTS OF A CYSTIC FIBROSIS

Gurbanova E.V.
Children’s hospital Me6, Baku, Azerbaijan

Key words: cystic fibrosis, mucoviscidosis, children, sweat test.

The aim of investigation was studying of value of clinical signs and laboratory and other
researching methods in diagnosis of a cystic fibrosis in children.

Materials and methods. 142 children aged from 3 months up to 12 years with suspicion on CF
were observed. Clinical symptoms, results of the sweat test and genetic analysis were estimated at
all patients. Additional researches and consultations of specialists were performed if necessary.

Results.The diagnosis of CF was confirmed in 17 children. In 7 (41,2%) children in
establishment of the diagnosis the defining role was played by the genetic analysis, in 10 (58,8%)
patients the diagnosis was confirmed on the basis of clinic, repeated (2-3 multiple) carrying out the
sweat test, and additional researches (the computed tomography of a thorax was carried out to 7
patients, assessment of function of a pancreas (definition of elastase 1 in a feces) — to 3 children,
bronchopulmonary lavage- to 2 children, ultrasound examination of abdominal organs — to 10
children, a liver biopsy - to 1 child, magnetic resonance imaging of an abdominal cavity- to 1 child,
allocation of a Pseudomonas aeruginosa from a sputum — to 10 children, 8 children were consulted
by the otorhinolaryngologist).

Conclusions. Data of our research allow to claim that in practice any of clinical and laboratory
signs can't independently be the basis for reliable diagnosis, so all signs must be evaluated in
complex.
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