EkaTtepuHa 3axapoBsa: «Puck poautb 6onbHoro pebeHka ectb Bcerga»
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PoxpaeHune 6onbHoro pebeHka - Tparegusa ansa CEMbM.
A ecnu y Hero elLle 1 peKkoe reHeTu4eckoe 3abonesaHue -
Tem 6onee. Ho Tak nv Bce 6e3HaaexHo B 3TON
4yBCTBUTENbHOM A1 MHOTMX POCCUMUCKUX ceMen obnactn?

Teru: reHeTnveckune 3aboneBaHma CKPUHUHT

CnoBo - npeacenatento npaeneHust «Bcepoccuiickoro
obwectBa pepkux (opdaHHbIx) 3aboneBanHuiny (BOO3),
3aBepfytoLLein nabopatopuei HacneacTBeHHbIX 6onesHen
obmMeHa BelecTB MeauKo-reHeTM4EeCKOro Hay4yHoro
LileHTpa, AOKTOPY MeAULMHCKUX HayK EkaTepuHe
3axapoBoM.

EkatepuHa 3axaposa. © / Banepun Xpucrtodopos / Aud

| Pepgko, HO MeTKo

TaTtbsiHa N'ypbsAHOBa, «Aud. 3pnopoBber: EkaTepuHa KOpbeBHa, Balla nabopatopusa 3aHMMaeTca
AMarHoCTUKOW HacneacTBeHHbIx 6onesHen ob6meHa BelecTB. O kakux 60ne3Hsx ngeT pedb?

EkatepuHa 3axapoBa: O goBONbHO O6LIMPHOW rpynne NnaTonoruin, Bknovatwen B cebs roe-to 500-
600 3aboneBaHuin, Npy KOTOPbLIX HapyLlaeTca Kakoe-nMbo 3 3BeHbeB MeTabonnama, 4YTo NpensiTcTByeT
HopmMmanbHOMY pa3BuTuio pebeHka. Kaxpan n3 HMx BCTpeyaeTcsi KpanHe peako, C YacTOTON NpUMEPHO
1 Ha 40 TbicAY HOBOPOXAEHHbIX. Ho ecnu oueHmBaTh 3TK 3aboneBaHna CyMMapHO, TO OHWU A0BOJSIbHO
YyacTbl U MO HEKOTOPbIM AAHHbIM BCTpeYalTca yxe ¢ yactoton 1 6onbHon pebeHok
Ha 1000 HOBOPOXAEHHbIX.

- 2
3Tn 3aboneBaHnUda ne4vaTca? Ci Lo e

- YBbl, OOMbLUMHCTBO U3 HUX Heusneunmsbl. Ho ecTb OTHOOONAYKU. Y poccusiH B reHax
3aboneBaHuna (ux npumepHo 150), Ans KOTopbIX 6onee 80 HaLMOHaNbHbIX
cyLuiecTBytoT 6bonee-meHee ahheKTUBHbIE NOAXOAbI 3aboneBaHui

K nedeHuto. C noMoLLbio AnetoTepanuu, cnelmanbHoro
neyebHOro NUTaHUA U/unu Npuema npenapaToB, KOTOpPbIE
BOCMOSHSAIOT HeQoCTaloLWmi B opraHu3me pebeHka
dhepMeHT.

- Hanpumep?

- Npumepom Takoro 3aboneBaHns aBnseTca 60ne3Hb
"owe, Npy KOTOPOW B OpPraHM3Me He XBaTaeT (PpepMeHTa,
OTBETCTBEHHOr0 3a pacLuenfieHne CrOXHbIX MOMEKy
B KNeTKe, B pe3ynbTaTte 4Yero oTxoAbl Xnu3HeaeaTenbHOCTU
KNEeTOK OTKNaablBaloTCA BO BHYTPEHHUX OpraHax -

B Cene3eHKe, NeyYeHn, KOCTHOM TKaHW, YTO NPMBOOUT K TSXESbIM KPOBOTEYEHMAM, NOTEPE MOPAXEHHOTO
opraHa v 4YactbiM nepenomam. Ho ctout 6onbHOMY pebeHKy AaTb HegoCTaLWwmn emy (EpMEHT -

N TAXenbln uHBanug npeobpaxaeTca, NpakTUYECKN HUYEM HE OT/INYaACh OT CBOUX 340POBbIX
CBEPCTHUKOB.

[pyrov SpKuii npyMep yCreLlHOro fie4eHuss HacneacTBeHHOro 3aboneBaHns obmMeHa -
(heHNNKEeTOHYpUsI, CBA3AHHANA C PE3KNM CHUXEHMEM aKTUBHOCTM NeYEHOYHOro doepMeHTa
heHnnanaHMHrMapokcunasbl, BCNeAcTBUE Yero y pebeHka pa3BunBatoTCs TsXeNble NopaxeHus
LLleHTpanbHOW HEPBHOW CUCTEMbI, HAPYLLEHUS YMCTBEHHOIO Pa3BUTUS, KOTOPbIX yaaeTca nsbexartb
C MOMOLLIbIO NMOXMU3HEHHOrO cObNoAeHUS ANETbI, UCKITOYatoLLEN MSICHbIE, pbiGHbIE, MOSOYHbIE U Apyrue
npoayKTbl, CoAepXalumne XUBOTHbIN 6enok, AeduuUT KOTOPOro BOCMOMHSAETCS cneumanbHbIMU
aMUHOKMCIIOTHBIMY CMECSAIMU C OFrpaHnyYeHneM heHunanaHmHa.

MoBop, AnA TpeBoru



- Hackonbko f 3Hato, (heHUNKeTOHypus, Kak U eLlie YeTbipe HacneacTBeHHbIX 3aboneBaHus
(appeHoreHuTanbHbIN CUHAPOM, ranakTo3eMusi, MyKoBUCLMAO3, BPOXAEHHbI runotupeos), 6oina
BKIIlOYeHa B NporpamMmmy pacluMpeHHOro HeoHaTarnbHOro CKpMHWUHIA, KOTOPbIA MPOBOAUTCA Y Hac
B cTpaHe ¢ 2006 roaa BceM HOBOPOXAEHHbIM. DTa CUCTEMA CYLLECTBYET?

- K cuactbio, ga. Ho B CKOpPOM BpemMeHUu 34eCb MOryT BO3HUKHYTb

Cratba no Teme cepbe3Hble npobnemsl. [1eno B Tom, 4yto B 2015 roay

Brnagumunp LWaxTapuH: bnHaHCMpOBaHWeE 3TOM rocyAapCTBEHHON NPOrpamMMbl XOTAT
«YCTaHOBUTb PUCK pa3BuUTUs nepeaatb B pernoHbl. U, ecnv kakon-nmbo 13 HUX peLunT, 4To
6onesHen MOXHO ellle 10 Ha TaKOW CKPUHUWHT AEHEr Yy Hero HeT, MOCTpaAaloT AeTH, Y KOTOPbIX
6epemeHHOCTU» BOBpPeMS He OyaeT BbisiBNeHo Taxenoe 3abonesaHne. OHu 6yayT

06pe‘-|eHbI Ha MHBalNmMaHOCTb.
Y Hac, cneumanucTos, 3Ta CuTyauua Bbi3biBaeT 6OJ'IbU.Iy}O TpeBory.

) OTOro HM B KOEM Clyyae Henb3s AonycTUTb! Takon CKPUHUHT - Aeno
'J . rocynapCTBEHHON BaXHOCTU, YTO, KCTaTW, ABHbIM-AaBHO NMOHANN
T - - BO MHOMUX CTpaHax Mupa, rge noao6HbIN CKPUHMHT MPOBOAMTCS AaxXe

F He Ha NATb, @ Ha HECKOJIbKO AECATKOB HacnenCTBeHHbIX

4 3aboneBaHui.
- —-h_.--;‘/ . - To eCTb CKPUHUWHI Ha HacneacTBeHHble 60M1e3HN HYXHO

paclmpaTb?

- be3ycnoBHo. M Takne nonoxuTenbHblie NpUMepbl, KCTaTh, eCTb U Y Hac B cTpaHe. B CBepanosckon
obnacTu, rge no cucTeme rocrapaHTvim yaanocb [o6MTbCA paclUMPEHHOro HeoHaTanbHOro CKpUHMHIA
Ha HECKOJIbKO AeCATKOB HacneaCcTBEHHbIX 3aboneBaHnin. XoTenochk 6bl, 4ToObl N0A06HbLIX NPUMEpPOB
y Hac B cTpaHe 6bi1no 6onbLue.

- Bawa nabopatopus B nporpaMmMe MacCOBOrO CKpMHUHIa y4acTyeT?

- HeT, Mbl npoBOAMM crieumanbHble FreHeTUYecKme CCreaoBaHns B TEX Criyyasx, koraa y pebeHka
yXe eCTb NoA03pUTENbHbIE CUMMTOMbI, YKa3blBaloLLMe Ha HanMymne Toro UM MHOFO HacneACcTBEHHOro
3aboneBaHus. K coxarneHuto, 4acTo 3T0 NPOUCXOAUT yXe ¢ 6oMbLINM Ono3aaHneM, Koraa nomMoydb
pebGeHKy HuYeMm Henb3s. B Takux cutyaumax o4eHb Xanko Bcex: pebeHka, poautenein. OcobeHHo B Tex
cnyyasix, Korga 3Haellb, YTO ero MoXHo ObIfIo cnacTu.

B3aTb, K npumepy, 3abonesaHue, cBA3aHHOE CraTtbs no Teme
C HeOCTaTOYHOCTbIO BUOTUHMAA3bI, NPU KOTOPOM HapyLuaeTcs CeeTnaHa Martynesuy: «Puck
obmeH ButamunHa H (bnoTtunHa). Ecnv Takum getam BoBpeMs pOXAEHUs GOMBHOrO pebeHka

He BOCMOJTHUTb €ro AeuumnT, yxe ¢ 2-3-Meca4yHOro BoO3pacTa y HUxX UCKITIOUUTD Hemb3sy
pa3BMBaOTCS CyA0POrk, HAYMHAKT BbINaAaTh BOMOCHI, PE3KO .
yxyALwaeTcs cnyx, 3peHue, u B utore pebeHok nornbaet. Ho crout ".

AaTb eMy HeobxoauMbI Npenapart, Kak Manbll MeHsieTcst ByKBanbHO 1

Ha rna3ax! naBHoe - caenaTtb 3TO BOBPEMS.

P o
-

Haittn n He cpaBaTtbeA!

- A MOXeT, FreHEeTUYECKNUI CKPUHUHT HY>XXHO NMPOXOAUTbL BCEM v

poavTensaMm ewle A0 poxaeHus pebeHka? *”’ﬁ y

- Ha Hero He xBaTuno 6bl HUKakux cpeacTs. [1a u cMbicna B 3TOM

HeT. OTO BCe paBHO, YTO UCKaTb UroOSKy B CTOre ceHa. Beap

TeopeTnyeckn puck poamtb 6onbHOro pebeHka ectb B Nobon cynpyxeckon nape. Kaxabin n3 Hac

ABMNAETCS CKPbITbIM HOCUTENEM B CpeaHEM NATUAECATN NATOreHHbIX MyTauuin. Ho ansa Toro, 4tobbl 3TOT

pUCK peann3oBanca, Hy>XHO BCTPETUTb YeJsioBeKa, y KOTOpOro eCtb natojiorn4eckne naMeHeHnAa B ToM
Xe CaMOM reHe. BGDOFITHOCTI: Takomn BCTpEYN O4YEHb HEBEJINKA.

.

[pyroe aeno, ecnu B cembe yxe 6bin 60nbHON pebeHoK, ymepLunii B paHHEM BO3pacTe
OT HEM3BECTHOWN NPUYUHbBI UM CTPaAABLUMI NOPaXeHMEM NeYeHN, Cya0POXHbIM CUHAPOMOM,
HapyLLleHMeM CBepTbIBAEMOCTM KpoBU 1 T. . B aTOM cnyyae nponTu reHeTu4eckoe TeCTUpoBaHue
N OLLEHUTb PUCK pOXAeHNs 60nbHOro pebeHka byayLmMM poanTensamM Hy>XHO 0653aTenbHO.

- A yTO penaTtb TeM poauTENAM, KOTOPbIM yXe coobLLunm o CTpallHOM AuarHose y ux pebeHka.
Ckaxem, Npyu TOM Xe HeoHaTarlbHOM CKPUHUHre?



- B nepByto ouepeap He naHnkoBaTb. [logobHoe n3secTtue ewe He Ha 100% o3Ha4vaeT, YTo pebeHoK
6oneH. IcTMHY MOXeT BbIAIBMTb NMLb NOBTOPHOE UCCNeaoBaHne, ONOSIHUTENbHbIE TECTbI. M yX Tem
6onee He HyXHO Ne3Tb B VIHTEpPHET, rae Nnopon MOXHO HaUNTaTbCA TaKMX YXacoB, YTO XUTb

He 3axoyeTcs!

CTtaTtbs o Teme Beab anarHo3 MoxeT 1 He noaTeepaMTbed. Ho, aaxe ecnu oH
noaTBepaMTCS, 3TO eLle He NoBoJ, onyckaTb pyku. Beab fAaneko He Bce
HacneACTBEeHHble 3aboneBaHns Hensnevnmbl. MOXHO NPUBECTU COTHU
NpMMepOoB, Koraa npu agekBaTHOM M CBOEBPEMEHHOM JIE4YEHUN OETU

C HacneAcTBEHHbIMU 3ab601eBaHMAMM, KOTOPbLIE YXE BbIPOCNN,
paboTalT, UMEKT CBOU CODCTBEHHbLIE CEMBM.

- KctaTtu, o neyeHun. He cekpert, 4Tto y 60nbHbIX
C HacneacTBeHHbIMU 3a6oneBaHNAAMU OHO - OAHO U3 CaMbIX AOPOro-
oy croAWMX. Ceiyac Hala MegMumMHa nepexuBaeT He caMble Jydline
~ 477 BpeMeHa. Kak 310 oTpa3unocb Ha nauyeHTax ¢ opdaHHbIMK
“-~s 3aboneBaHnAMMU?

- EanHbIN NopbIB, C KOTOPbLIM B Halliel cTpaHe 6pocunucbk noMoraTb
~ .| nmoaam c peakumu 6onesHamu, paspasmsluniics B 2012 rogy,
06'bFIBJ'IeHHOM Foaom opdhaHHbIX 3aboneBaHnii, cenyac HeCKONbKO NOYTMX. HO NaHMKK y Hac HeT.

Hawa opraHusauus, co3gaHHas naumeHTamm, Kotopble CTpagatoT pasnuyHbIMU HacneaCcTBEHHbIMU
3aboneBaHNs MK, U UX CEMbAMM N BXOOUT B COCTaB Bcepoccuinckoro coto3a obLeCcTBEeHHbIX
06 beAMHEHMI NALMEHTOB, HE CUAUT CnoXa pykn. Komy-To Mbl NOMOraemMm Hantu Bpada, KOMy-To -
peLLnTb BOMPOC C onepauunen, nekapcTtBoM, nevyebHbIM NnuTaHmeM. BbiTb MOXeET, He Tak BbICTpO, Kak
TOro xoTenocb 66l cCaMMM NaumeHTam 1 ux 6yIM3KNM, HO 3TN BOMPOCHI pelatoTca. Hepegko npuxogumTca
Hanpsimyto obpawaTtbea B MuHsgpas Poccun.

KoHeuyHo, cToMMOoCTb NpenapaToB Asist opdaHHbIX 6051e3Heit MoXeT ObITb CTOMb BbICOKA, YTO
COCTaBMsIeT TPETb BCEro GloaxeTa 34paBoOXpaHeHMs 0611acT, HO MOMoraTb AETSIM U B3POCHbIM
C peokumu 6onesHsMu Heobxoanmo!

5 MU 0B O reHeTUYECKnX
3aboneBaHusx. PoxaeHve
60onbHOro pebeHka -

cnepcreue

CrtaTbsa no Teme
[MpeHaTanbHaa AMarHOCTUKA: y3HaTh 0 6one3Hax pebeHka MoOXHO B 1-M TpuMecTpe 6epeMeHHOCTH

He o4eHb 3TMYHO BECTM pasroBopbl O AeHbrax, Koraa Ha KOHY XM3Hb YerioBeka. A Bbicokast
CTOMMOCTb MpenapaToB 4acTo ornpaBAaHa TeEM, YTO UX MPOU3BOACTBO KpaniHe COXHO 1 TpebyeT
MOCTOSIHHOIO KOHTPOJSISt KAYeCTBa Ha BCEX 3Tanax U3roToBMEHMS.

- Bac cnbiwat?

- Cnbiwat. B nocnegHee Bpems B Halleln cTpaHe npobnemam nogen ¢ peaknmm 3abonesaHmamMmm
cTanu yaenatb 60nblie BHUMaHNUS: BHECEHbI N3MEHEHUS B 3aKOHbI 1 HOPMATUBHbIE aKTbl, pa3paboTaHbl
CTaHAapTbl IeYEHUsI HEKOTOPbIX peaKnx 3abonesaHuin, NaumMeHTbl Ha4yanu nonyyaTb Heo6xoauMbIe UM
neKapCcTBEHHbIEe Npenapartbl 1 ie4yebHoe NMTaHne B pernoHax.

Ho elle paHO roBopuTb 0 paBHOM AOCTYMNE K MEAULMHCKON 1 coLMarnbHOM NOMOLLM, O Ka4YeCTBEHHOM
1 COBPEMEHHOW ANArHoCTMKe - BO MHOTMX Cny4Yasx fobuTbcst 3Toro KpanHe cnoxHo. 1 MmmHucTepcTea
3[paBOOXPAHEHUsi MHOTUX PEernmoHoB, KoTopbiM MuHsapas Poccum, KcTaTu, He Bcerpa ykas, yxe,
HaBepHOe, HEHaBUAAT HALLMX aKTUBUCTOB, KOTOPble OBMBAIOTCS TOTO, YTO UM MOJSIOXEHO MO 3aKOHY.

Ho Apyroro Bbixoga y 60nbHbIX HET. U, ecnu Mbl XOTUM CTaTb LMBUIM30BaAHHbIM 0OLLIECTBOM, Mbl
OOJXHbI MOHATL, YTO camas 6onbluasn LEHHOCTb rocyaapcrtBa - 3TO 4YeJioBeK.



