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AHHOTanms. B cratbe paccMOTpEHBI KIMHHKO-TEHETHYECKHE OCOOCHHOCTH
(EeHUIIKETOHYPHH, TAJTAKTO3EMHUH U MYKOBHUCITIH103a. [Toka3aHa pacrpocTpaHEHHOCTh
naHHbIX 3a0osneBanuii B Kuposckoir o6mactn Ha 2017 rox. IlpoBemen anamms
MEIUIIMHCKUX KapT OOJbHBIX MO HEKOTOPBHIM MpHU3HAKaM (COOJIIOJICHUE TUETHI MPHU
METa0OJIMUECKNX OOJIC3HSIX MJIM HA3HAUYEHHOI'O JICUEHHs, HaJIMYKWE OTKIOHCHUH B
ToKazaTensax 370poBbs jneTei). Ilo pe3ynbTaTaM MOJNEKYISIPHO-TEHETHYECKOTO
aHaJin3a MpeICTaBICHbI JAHHBIC O TCHOTHIAX OOJIbHBIX.
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Annotation. The article deals with the clinical and genetic features of
phenylketonuria, galactosemia and cystic fibrosis. The prevalence of these diseases in
the Kirov region for 2017 is shown. The analysis of medical records of patients on
certain grounds (compliance with diet, metabolic diseases, or prescribed treatment,
the presence of deviations in the health indicators of children) was conducted. Based
on the results of the medical genetic analysis, data on the genotypes of patients are
presented.

KuaroueBble caoBa. HacneacrBennsie 3a0oneBaHus, (QEHWIKETOHYpHS,
rajJakTo3cMus, MyYKOBUCIIMA03, TCHOTHII, MyTallH, 1UCTA, YMCTBCHHAA OTCTAJIOCTD.

Keywords. Hereditary diseases, phenylketonuria, galactosemia, cystic fibrosis,
genotype, mutations, diet, mental retardation.

BBenenue

Exeronno B KupoBckoit obnactu BnepBbie AMArHOCTUPYIOTCS 86—94 crmydas
HACJICJICTBEHHOU TaTosioruu, u3 Hux 70% — TeHHbIC HACJIeJICTBEHHbIE 3a00JICBaHUS
u cuagapombl, 30% — xpomocomuas mnatosiorust [3,5]. [loatomy ocoOeHHO OCTpO
BCTa€T BOIMPOC O JIMATHOCTUKE HACJICJACTBEHHBIX 3a00JIeBaHUM, METOJax
JTUArHOCTUKUA U (P (DEKTUBHOCTH PA3IUYHBIX METOJI0B. HeoHaTanbHBIH CKPUHUHT Ha
HACJICJICTBEHHBIC OOJIC3HM SBJSETCS OCHOBOM MPOQPUIAKTHKHA HACIIEICTBEHHBIX
OoJsie3HEH B TMOMYNAIUAX, TOCKOJIBKY, TO3BOJISET BBISABISATH 3a00J€BaHUS Ha
TOKJIMHUYECKOW  CTaJud, CBOCBPEMEHHO HayWHATh JieueHue, GHOpPMHUPOBATH
KOHTHUHT€HTHI, TpeOyromue CHUCTEMATUYECKOTO MEINKO-TEHETUYECKOT O
KOHCYJIbTUPOBAHHUSA, a TakKe CIOCOOCTBYeT OOHApY)XEHHIO TE€TePO3UTOTHOTO
HOCHTEJILCTBA MYTAHTHOT'O T€HA U IIPOBEACHMIO MPeHATaIbHOM quarHoctuku [1,4].

eab nccjieoBaHUA - aHATU3 KIMHUKO-TEHETHYECKUX ocobeHHocTelt DKV,
MYKOBHCITU103a, TaylakTo3eMu B KupoBckoit o6iactu 3a mepuoa ¢ 1997 mo 2017
roj.

Matepuajibl M MeTO/IbI HCCIeI0BAHUSA

[Ipoananu3zupoBansl 90 MEIUIIMHCKUX KapT OOJBHBIX 3a00JIeBaHUSAMH,
BKJIFOYEHHBIX B MPOTrpaMMy HEOHATaJIbHOTO CKpuHUHTA 10 OKY, MykoBUCUHA03Y H
rasiakTo3emuu B T. Kupose u KupoBckoii 001acTu BRISIBICHHBIX 32 iepuoa ¢ 1997 mo
2017 rom mna ©6aze MIK KOI'bBY3 «KupoBckuii o00JaCTHON KIMHUYSCKHUI
MIEpUHATATIbHBIA LICHTP.

Pe3yabTaThl Hcc/IeIOBAHUS U UX 00CY:K/IeHHe

B KupoBckoii 001acTH HEOHATAJIbHBIM CKPUHUHI HA MYKOBHCIIUI03 BBEIECH C
06.2006 1. IIpoBeneno 140 956 CKpUHUHTOBBIX HMCCIIEIOBAaHUM, OXBAaT cocTaBuil 99%.
BceM gersM ¢ MONOXKUTENBHBIMU MOKA3aTEISIMU HWMMYHOPEAKTUBHOIO TPHUIICHHA
(UPT) Obu1 mpoBeneH pe-tect. Beero npoeneno 1306 pe-TecToB, 4TO COCTaBUIIO
0,9% ot obcnenoBanHbIX. [Ipyu moaTBEpKAEHHOM MOBTOPHOM pe3yJbTare MpOBECHA
motoBast mpoba. Yacrora MmykoBucnumao3a B Kuposckoit obmactu cocraBmia 1:5400.
Ha 01.01.2015 r. B peructpe Bcero 37 OonbHbIX, U3 Hux 29 ngereih. I'en
MYKOBHUCIIAI03a JIOKajau30BaH B 7q31-32 wu Brirowaer 27 5Kk30HOB. B renHe
obHapykeHo okoyso 900 myrtamuii, u3 HuX okoso 200-300 maroT MaTONOTUYECKHUI
apdext [2]. OmnpeneneHue TeHETHYECKHMX MYyTallUid MPOBOAMIOCH Ha 0Oase
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naboparopuy NpEeHaTaJIbHON JUArHOCTUKU MeAUKO-TeHETHUECKOIO HayYHOro EHTpa
PAMH (Mockga). [ns 20 (70%) nereit Obuio mpoeaeHo JIHK-oGcnemoBanue, B
pesyabprare BbIsBIEHBI ciaenytoue wmyrtanuu: delF 508 B romo3urorHom wu
rerepo3uroTHom cocrtosinusx, delT 214 u L 138 B rereposurorHom, 1677delTA B
rOMO3UTOTHOM  coctogHuHd. CwmemiaHHas KiuHuYeckas (Qopma 3aboneBaHus
HaOmonaercst y 89% mnanueHToB. Tskenasi CTeNeHb TeUeHUs 3a00JIeBaHUS BhISIBIICHA
y 33 mamuentoB (89%), cpenHersokenas - y 3 mamueHtoB (8%), nerkas - y 1
nanuenTa (2,7%).

B nepuon ¢ 2006 mo 2017 roa B XoJl¢ HEOHATaJIbHOTO CKPUHHUHIA OBLIO
BoisiBIeHO 30 ciywyaeB 3aboneBanust (enunkeronypueil. Krnaccuueckas OKY
BO3HUKaeT B pesyibTate Mmyrauuu reHa PAH (12q24), xoaupyromero ¢epMeHT
¢enunananuH-4-rugpokcunazy. OCHOBHOM THI MyTalMid B Te€HE — ITO
OJIHOHYKJICOTH IHBIE 3aMeHbI B 7, 9 1 12 sx30Hax. CembsiM ¢ OoinbHBIMU DKV netbmu
npejuiaraeTcsi npoBefieHue s pebenka OecruiatHoro MI'A B 1. Mockaa,
OOJBIIMHCTBO M3 CEMEU J1ajio COorjlacue Ha JaHHYIO NPOLEAYpY, OJHAKO HEKOTOpPbhIE
U3 HUX OTKa3zanuch. CyIeCcTBYET HECKOIbKO BUJIOB MyTanuii B rene AL (puc. 1).
HaubGonee wacto y o0cienoBaHHBIX OOJIBHBIX BCTpeudanach MyTanusi R408W —
54,8%.

54,8

9,7 9,7
B 6,5 6,5 6,5
[] = = 0 N
R & > s o > B &
& o & & & W S &
& & & & & o v ¢

Puc. 1. 'enotTunmyeckue BapuaHThl y OOIBHBIX (PEHUIKETOHYPHUEH.

B mpomecce xusHenearensHOCTH 74% OONBHBIX CTPOTO  COOJIONAIOT
IUeTHYeckoe muTaHue. 26% OONBHBIX HE COOJIOAAIOT IHUETy M0 Pa3IuYHBIM
npuyruHaM (MpeHeOpEeKUTETbHOE OTHOUIEHWE MaTepu K JUETUYECKOMY MHUTAHUIO,
HaXO0XJeHUE peOeHKa ¢ JI0JbMUA HEOCBEIOMIICHHBIMU O HEOOXOAMMOCTHU JIe€YeOHOTO
nutanus u ap.). Y 71% 6onpHbix @KV 0TCyTCTBYET yMCTBEHHAsI OTCTAIOCTh, TAKHUE
OONBHBIC, KAaK TPABHIO, CTPOTO COONIOMAIOT IHUETy W TOJNYYarOT JIHETUYECKOE
NUTaHue ¢ poxxaeHusi. HepBHO-cMXHUecKkoe pa3BUTUE Y TAKUX JETEH COOTBETCTBYET
BO3pacTHbBIM HOpMaM. 29% OONBHBIX CTPaNalOT yMCTBEHHOW OTCTaOCTHIO
paznuuHoi cTeneHu. Hamu ObUla ycTaHOBJIEHAa KOpPPEISLMOHHAS 3aBUCHUMOCTH
MEXIy COOI0IeHNEe TUEThI U 0OTCyTcTBHEM YO y peOeHKa.

B nepuon ¢ 2006 o 2015 rox B xo/1€ HEOHATAIBHOTO CKpUHUHTA B KHpoBCKOi
oOsactu ObUIO BBISIBIECHO 12 ciiyyaeB rajakto3eMuu. ['eH 3a00sieBaHUS KapTUPOBAH
Ha xpoMocoMe 9pl13. OCHOBHOW THUIT MyTauuid MNPEACTABICH OJHOHYKJICOTHUIHBIMU
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3ameHamu. Yactora ramaktozemuun B Kuposckoit obOnactu c¢ 2005 mo 2017 rr.
nokazana Ha Puc. 1. [luk Bcrpewaemoctu Oone3nu Jlyapre mnpuxoawics Ha
npomexyTok Mexay 2011 u 2012 rogom. HaubGomnbinas yactota poKIEHUS NETEH,
OoJbHBIX TanakTo3emueil | Tuna, 6b1a BeisiBieHa B 2010-2011 rr. (puc.2)
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Puc. 2. YacTtoTta BcTpewaemoctu ranaktozemun B Kuposckoii obiactu ¢ 2005

o 2017 ron.

['eHOTHIIMYECKHM TrajakTO3eMUsl MPOSBISIETCS B BUJIE KIACCHUYECKOU (HOPMBI,
WM rajgakrozemuu ltuma, ['eH JokanmM3yeTcs Ha KOPOTKOM Iuiede 9 XPOMOCOMBI.
MonekynsipHO-TEHETHUECKOE HCCIE0OBaHUE MOKa3ano, YTO 4acTOTa MyTaluuid HpHU
ramakrozemuu | tuma coctaBuser 27,2% nna myrauuu p. Ql18R wu 72,8% nns
myTtanuu p. K285N. [Ipyrum BapmaHTOM HacieqOBaHUS TaJIaKTO3€MHUH SBISIETCS
O6onesnp Jlyapre, Kkorga OAMH aijiedb HECET MYTAIMI0, XapaKTepHYIO s
ranmakrozemun ltuma, a apyroit - amwiens J[lyapre-D, mpu renorume (D/G),
aktuBHOCTH ['AJIT cocrtaBnser 5 — 25% oT HOpMBI. Y OOJIBHBIX, UMEIOIIHNX JBa
amnens [yapre (D/D), aktuBHOCTH (hepMeHTa paBHA MPUOIU3UTENBHO 25%. Y Takux
JeTeil B TEpHoJie HOBOPOXKICHHOCTH OOBIYHO HE HAOMIOJAeTCs  TSHKEIbIX
KU3HEYTPOXKAIOIINX KIMHUYCCKUX mpossienuit. [Ipu 6onesnu dyapre (D/G) B 25%
BcTpeuaerca myTarus p. Q118R B 15% - mytamus p. K285N u B 60% - myTanus p.
N314D.

BoIBOADI:

1. Yacrora BcTpedaeMOCTH 3a00JeBaHUM, BKIIOYCHHBIX B MPOrPaMMy
HEOHaTaIbHOTO CKpuHUHTA 1Mo T. KupoBy m KupoBckoit o6iactv: MyKOBHCIIHIO03
1:5400, ®KVY1:7400, ramakro3zemusl:39600.

2. B Kuposckoit oOmactu BbISIBIEHO 37 OOJBHBIX MYKOBHCIHI030M, 30
oonmbHBIX KV, 3 ciayyas rajakTo3eMuH,

3. Cpenn OonbHBIX MyKoBHCIHI030M 29 (78,4%) OombHBIX — pgeTtH. 33
OOJBHBIX UMEIOT TSHKETYIO KITMHUYECKYIO (DOPMY MYKOBHCIIHI03A.

4. ®enunkeTonypueit crpanarot 30 yenoBek. BrIsiBIE€HO, YTO B TOMO3UTOTHOM
cocrossunn  y OompHBIX DKV mnpeobmamaer myrtamms R408W. VYcranosnena
3aBUCUMOCTh MEXIY COOMIofeHreM aueThl 00JbHBIM DKV U oTCyTCTBHEM Yy HETO
YMCTBEHHOM OTCTaJIOCTH.

5. BoiaBneno 12 cnydaeB ramakro3emu B KupoBckoil obnactu 3a mepuoj ¢
2005 no 2017 roa.
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AHHOTamudA. B HacTosiien craThe MPEICTABICH CPABHUTEIbHBIA aHAJW3
KIMHUYCCKUX, PCHITCHOJIOTHYCCKUX U naﬁopaTopHmX IIPU3HAKOB MHKOILJIa3MEHHOU
naesmMonuu (MII) y nereit u BHeOonbHUYHOM THeBMOHKM (BIT) npyroii aTronoruu.

Annotation. This article presents a comparative analysis of the clinical,
radiologic and laboratory signs of mycoplasma pneumonia (MP) in children and
community-acquired pneumonia of a different etiology.

KiarwueBble ¢j10Ba: THEBMOHUS, JETH, MUKOILJIa3MEeHHAs HHOEKITHS.

Key words: pneumonia, children, mycoplasma infection.
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