B 2023 rony TOMCKMe reHeTUKM odcnepoBanu
bonee 130 000 mnapeHUEeB A7 BbIABJIEHUA penKux
NnaToJZiIorMm

29 peBpans BO BCceM Mupe oTMevaeTcsa [eHb penkux 3abonesaHun. B
pybpuke «KosioHKa AupekTopa» roBopuM C akagemmkom PAH, omnpeKkTopom
Tomckoro HAMLU, BagumomMm CtenaHOBbIM O NpouiakTukKe, ANarHoCTUKe u
fle4eHun pegknx HacnenCcTBEHHbIX MaTONOrnn.

«Pepkue» undpsbl

C Hayvana 2023 ropga B Poccum cTapToBan pacClUMPEHHbIN HeoHaTaJsibHbIN
CKPUHUHI:  HOBOPOXAEHHbLIX B MMepBble OHU >XWU3HW MPOBepAT Ha 36
peaKknx HacnencTBeHHbIXx 3aboneBaHun. HUWM MeaMUMHCKON TreHEeTUKU
Tomckoro HWMLU ctan ogHMM un3 pecatun (@QenepasibHbIX LEHTPOB,
npoBoAsAWMNX Takoe obcnenoBaHme.

Kak coobwunn gnpektop Tomckoro HAML, akagemuk PAH Bagum CTenaHoB,
B 2023 rogy cneynannucTtel Meguko-reHeTn4eckoro ueHTpa (FeHeTu4eckom
KNMHnkn) HUW mepgumumHckon reHetukn Tomckoro HWMMLU obcneposanu
bonee 130 TbIC. MNageHUEB, POAMBLUUXCA Ha Tepputopun 10 pervoHos
CPO. «Pegkun» OunarHos noarBepaounca y 64 nauneHToB: BbiBSeHO 42
clydas HacnencTBeHHbiIX 6onesHenm obmeHa, 12 cny4YaeB ChWHasbHOW
Mbilwe4yHon aTtpodpum (CMA) n 10 cnyyaeB MepBMYHOro MMMyHooeduuuTa.
bnarogaps paHHeW AMArHOCTUKE MaJieHbKMEe NauWeHTbl MOJYyYUIN LaHC
BOBPEeMs Ha4aTb Tepanuto.

e (C 2006 ropna B Poccun npoBoonsica CKPUHUHI HOBOPOXXAOEHHbIX Ha 5
peaKknx HacnencTBeHHbIX 3aboneBaHUn, AN KOTOPbLIX, B Cjly4ae
paHHero obHapy>XeHus, CyLecTByeT fie4yeHue. Bcero B paMkax Takoro
CKPUHMHIra ©OblJI0 TecTupoBaHo 23 MWJIMOHA HOBOPOXXAEHHbIX,
BblIIBN1E€HO 18 ThIC. B0/IbHbIX.

® [lo paHHbIM MuH3gpaBa P®, Ha Tepputopuun Poccum B 2023 ropy
poannocb 6onee 1200 000 peTen, pacCLUNPEHHLIA HeOHaTasbHbIN
CKPUHUHI Ha 36 3aboneBaHnin oxBaTua 99% HOBOPOXXAOEHHLIX. Bcero
6biN10 BbIIBNEHO 633 cNyyasd «peakumx» OMarHo3oB, B TOM yucne, 355
NaUMEeHTOB C HacNeaCTBEHHbIMN Bone3HAMM obmeHa, 175 nauneHToB
C NepBUYHbIM MMMYyHooeduunToM n 105 naumeHTos co CMA.

YTO 3HAUYMT - OpcbaHHble 3ab0oneBaHuAa?
Paccka3biBaeT akagemuk PAH Bagum CreriaHoB

Orphan c aHr IMNCKOro NepeBoAnTCS KakK «CcMpoTa». COOTBETCTBEHHO, OpaHHbLIMU
3aboneBaHUAMM Ha3blBAlOT eANHUYHbIEe, PeaKo BCTpedvalowmecs naTtosorum. 3To,
KakK MpaBu/lo, XPOHUYECKMe, TsKenble, XXU3HeyrpoxXawume 605e3HM, KoTopble
TpebyloT CNOXKHOIro Crneumpuyeckoro nedyeHuns.

B Hawen cTpaHe opdaHHbIMK cHuTalTca 3aboneBaHUs, KOTOpble BCTpe4alTCa B
oAHOM cny4dae Ha 10 000. EcTb 3aboneBaHus, KOTOpble BCTPEYAlOTCA elle pexe:



oanH cnydam Ha 20000, Ha 100 000. OduynanbHbIn nepevyeHb oOpdaHHbIX
bonesHen B Poccmmn cerogHs BkaodaeT b6onee 200 3aboneBaHumin. Ona HUX ecTb
MPOTOKONbI ANArHOCTMKM M crocobbl neyeHmsa. B To ke Bpems, B MUpe TaKuX
bonesHen ropasno 6onbwe, cpean HMX nogasnsouwee 6ONbLLWMHCTBO NepenarTCcs
Mo HaC/eACTBY M CBA3aHbl C HapyweHunem paboTbl TOro mam nmHoro reHa. Cemnyvac
onncaHo okKosio 7,5 ThiC. Takmx 6onesHen, a KOAMYECTBO BONbHbLIX NCHUCNAETCS
COTHSIMM ThICAY MO BCEMY MUPY: Cepbe3Hbii rpy3! Bce 3T naTonornm onacHbl, 1
Yalle BCEero HayMHaloT NPOoSABAATLCA B paHHEM AeTcTBe. VIMeHHO Mo3ToMy Takoe
60/bLIOe BHMMaHME yaenseTcad CBOEBPEMEHHOW AMArHOCTUKE: BeAb, YEM paHbLUe
y0anocb BbIIBUTb MaTos0rnto, TeM 6onblue WwaHCoB Ha dPPEKTUBHOE SleYeHune.

Ta>xenoe HacnencTBO

- BaguMm AHaToNbeBUY, BO3MOXKXHO JIM, 4TO 00a poautens 340pOBbl, HO NPU
3TOM Yy HUX poXXaaeTca pebeHOK C peAKUM HacleaACTBEHHbIM
3aboneBaHuem?

- Ha4yHeM C TOro, 4To B reHOMe Ka>Kaoro n3 Hac ectb 10-15 mytauunin, npneoaaLmnx
K TS>XKenblM Hac/NeACTBEHHbIM, B TOM 4ucne opdaHHbiM, 6onesHam. OHM He
NMPOSABAATCSH, MOCKOJIbKY HAaXOAATCHA B "CKpPbITON" reTepo3nroTHom popme, a caMmu
3T 60Ne3HN, Kak NpaBuIo, PeuUeCcCUMBHbI (HYXXHO 2 MyTaHTHbIX anfens, 4Tobbl
bonesHb nposasmnacb). T.e. nwboN 300pPOBLIA HeNOBEK HABASETCA HoOCUTesNeM
"ckpbITbIX" MyTaumn pana 10 - 15 pepkux 6GonesHen. Takum obpasom,
HacneancTtBeHHoe 3aboneBaHuMe BMOJIHE MOXET CTaTb HEOXXMAAHHOCTLIO,
BeLb POAUTENIN HE MMEKT HUKAKMUX NPU3HaKoB, a y pebeHka oHu npossnasawTca. U
Takux cny4aes nogasnstowiee 60NbLLINHCTBO.

PeanbHbIN MexaHU3M, KOTOpbIA No3BonseT 6opoTbCs C opdaHHbIMKM BonesHaAMU -
CKPUHWUHI HOBOPOXXAEHHbIX. CaM Npouecc CKPUHMHIA NPoCcTon U 3PEeKTUBHBIN, MO
Kannae KpoBW C MOMOLLbIO TaHOEMHOW MAaCC-CNEKTPOMETPUN Mbl aHaNN3NPYEM BeCb
Heobxoammbl cnekTp MeTabonuTtos. lMoTomM npu HeobxoguMMOCTM NPOBOAUTCS
noaTeBep)xpawwaa guarHoctuka. A CMA 1 nepBUYHbIN  UMMyHOAEeUUNT
CKPUHUPYIOTCA C MOMOLLbIO MOJIEKYNIAPHO-FEHETUYECKNX TEXHOJI0r UNA.

Ho nog4yepkHy: MeeT CMbIC/ BbISABNATbL TOJIbKO Te bonesHun, KOTOPbIE Mbl MOXeEM
NnevyYnTb.

- Kak cerogHsa obcToAT Aena c Tepanuen ANa «peaKux» naLueHToB?

- Ona uenoro psna opdaHHbIX bonesHen cyuiecTsyeT apdekTnHas Tepanms. U mbl
MOXEM eC/ He un3ne4ynTb 60sie3Hb MNOJSIHOCTbLIO, TO XOTHA Obl KynupoBaTb ee
nposiBneHns. CMbiCn B TOM, 4TOObl CKoppekTupoBaTb 3ddeKT reHa: nubo
YCTPaHUTb MONIEKYNAPHYIO MPUYNHY NATONOM MM Ha BHYTPUKIETOYHOW CTaaun, nnbo
«0006aBUTb» TOT MPOAYKT, KOTOPbIM B HOPME LOJ/IKEH MPON3BOAUTLCA OPraHN3MoM,
HO He npom3BoauTca. OOMH M3 CaMbliX M3BECTHbIX MNpuMepoB - Tepanuma CMA.
PaccMOTpMM HECKOJIbKO NOAXOL0B:

e [lpenapaTt «CnuHpasa», $750 000 3a rogoBoM KypcC. DTO TaK Ha3blBaeMblV
AHTUCMbIC/IOBOW ONIMIrOHYKNeoTna, Mmonekyna PHK, KkoTopas cBsi3biBaeTCs CO
cneundunyeckon PHK reHa, KoAMpylOLWEro MoBpexaeHHbln ©6enoK, u
obecnevymBaeT HOpMasibHbIN NpoueccuHr 3Toro 6esnka. NIHbIMM cnoBamu, 3TO
HeKas Koppekuusa MyTaunum BHYTPU KNETKN.



e [lpenapaT «3o0areHcma», 6onee $2 MAH. 3a rogoBON KypcC. DTOT NpenapaT He
ncnpaenset 6enoK, a CUHTE3MPyeT HOBbIA, CBOWN COOBCTBEHHbLIN, KOTOPbLIN
3aMelaeT MyTaHTHbIN.

e [lpenapat «Pucgunnam», $340 000 ropgosonm Kypc. OH pencTByeT no
npuHumny «CnunHpasbl». Bce Tpu nekapcTBa nNpouv3BOAAT 3anafHble
KOMMaHWUK, KOTOpbLIE BJIOXKWAN MUNAMapAbl A0JIapOB B UX pa3paboTky.
OTkynoa nauyuneHTy BpaTb CpencTBa Ha Takoe JsieyeHme? B Hawen cTpaHe
€CTb O4YeHb XOpPOoLWWM MEexXaHU3M, Mo peweHuto npesngeHTa 6bin co3paH
doHn «Kpyr pobpa», KOTOpbIN (QUHAHCUPYET JiedyeHne MNauneHToB
goporocrtodAwmmMn npenapatamMn. Pedyb He Tosibko 0 CMA, HO U O Opyrux
3aboneBaHusx.

MeOuvuVHCKaa HayKa pa3BUBaeTCs, U TeopeTudecku, Onaa Kaxaon peakon 6onesHu
MO>XHO HaWTW CBoe neyeHne. Ho Hy>XHO MOHMMaTb, YTO 3TO TpebyeT rMraHTCKux
BJZIOXKEHUI 1 60J1bLLIOE KOJINYECTBO BPEMEHU.

B3rnap B Oyayuwee: npocpunakruka M npeuusmoHHas
MeguuMHa

- Te 60se3HN, KOTOpPble OTHOCUTENILHO JIEerKO Ne4YNTb, Ye/0BEe4YeCTBO YXKe JIeYnTb
Hay4umnocb. YbexnaeH, 4yto byayuiee 3a nNpeumnmsnoHHON MeauunHON, pa3paboTkomn
TOYe4YHbIX NpenapaToB A/ YCTpaHeHUs 3h(PEeKTOB KOHKPEeTHON MyTauun. Kak MHe
Ka)eTcs, nepcrnekTMBbl B 3TOM HarpasJIeHUM CBA3aHbl C TreHoTepanuenm wu
pa3paboTkon aHTUCMbICNOBbLIX PHK. Hago nNpuHATL BO BHMMaHWe, 4TO roBOps O
nepcrnekTnBax Tepanuu, Mbl rOBOPMM O 3abosieBaHNN KaK O CBepLIMBLUEMCSH (haKTe.
HO HaM HY>XHO y4YuTbCA U npocdunakTuposaTb 6onesHm.

CerogHsi Mbl MOXKEM «MPOYNTATb» FEHOM Ka)k[0ro YesloBeKa, U 3TO CTOUT ropasfio
JelleBsie, YeM [03a Tex MnpernapaToB, KOTopble s Ha3biBan. W B nepcrnekTuee
Ka)kZiasi napa, CpaBHMBAs CBOW FeHOMbl, C MOMOLLbID Bpaya reHeTMKa CMOXKeT
COMOCTaBUTb BEPOSATHOCTb Pa3BuUTUA y pebeHka HacnencTBeHHol 6onesHu. Moka
[0 3TOro Aafieko, Mo OpraHM3auuMoHHbIM U MO (PUMHAHCOBLIM MPUYMHAM, HO PaHO
WX MO30HO CTOMMOCTb CEKBEHUPOBAHUSA FEHOMA CHU3UTCS, Bedb TEXHONOMUM He
CTOSIT Ha MecTe, W 3KOHOMUYecKM 3To 6yneT nocunbHO ntobol nape B Hallen
cTpaHe. Ho ecTb m pgpyrve npobsieMHble MOMEHTbI. Bo-nepBbiX, MOKa Hayke
M3BECTHO paJjieko He Bce npo opdcdaHHble 60se3HU U MexaHU3Mbl MX
pa3Butua. K CoXasieHWio, B OTAEJNbHbIX CJy4YassiX Mbl MOXXeM O0O6HapyXuTb
MyTaLNiO0, HO HE MOXKEM YCTaHOBUTb €€ KJIMHUYECKYH 3HAa4YMMOCTb.

Bo-BTOpbIX, Ba>KHO HAy4YMTbCA MNPaBUJIbHO MHTEpPNPeTUpPOBaTb MNOJIy4EeHHble
DaHHble. YYeHble, KJIMHULWUCTbI, KOTOpPbIE CMOCOBHbI 3TO CAenaTh - HA BeC 30/10Ta.
DTO AO/KHA OblTb CWJibHas MexAaucuunanmHapHas kKoMaHzaa. Ho 6ymyuwiee 3a
NPodUNAKTUKOMN, 1 YBEPEH, YTO B TEYEHME PA3YMHOr0 NMPOMeXXyTKa BPEMEHU TO,
4YTO cCelvac OTHOCUTCA K QYyHOAMEHTaNibHOW Hayke, OyOeT nepeBeneHO B
NMJIOCKOCTb NMPaKTUYECKNX PeLUeHUN.



