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BnausiHue HOBbIX KEpaMMUYECKUX MaTepuanoB
Ha OCHOBE LMPKOHATa JIaHTaHa
Ha KynbTypy KJIETOK YenoBeKa

Enexa AnekcanaposHa BonokutuHa '™, Mapus BanepbesHa YauTko?,
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145 Vpanbckuii rocynapcTBeHHbI MEAMLIMHCKUIT yHuBepeuteT, Ekatepun6ypr, Poccus
145 ITHCTUTYT BBICOKOTEMIIEPATYPHOIL JIEKTPOXUMUM YPaTIbCKOIO OTAEIEHUS
Poccuiickoii akanemun Hayk, Ekatepunoypr, Poccust
2.3 Ypanbckuii enepaibHblii YHUBEPCUTET UMEHU IIEPBOTO
IIpesunenra Poccuu b. H. Enbuiuna, Exatepunoypr, Poccust

P volokitina_elena@rambler.ru

Annoramus. [IeeKThl KOCTHOI TKaHU CTAHOBSITCS BCe 00Jiee pacIpoCTpaHEHHBIMU
¥ 0Ka3bIBAIOT OTPOMHOE BIMSTHHAE HAa KAUeCTBO XXM3HM MAIIMeHTOB. AKTyaIbHOM ITpo0IIe-
MO COBPEMEHHBIX TPABMATOJIOTUU U OPTOTEANU SBJISIETCS IOUCK HOBBIX OCTE03aMELLAI0-
IIMX MAaTEePUAJIOB IJIsI UMIUTAHTAILIMH, COYCTAIOIINX B Ce0€ OTCYTCTBME IIMTOTOKCUYHOCTH,
BBICOKYIO TIPOYHOCTh U OCTEOMHTETPAIIMOHHBIC XapaKTePUCTUKU. []eab uccaedoganus —
OITPENESIUTh XapaKTep BIUSHUS HOBBIX KepaMUIeCKIX MaTepHUaioB HA OCHOBE IIMPKOHATA
JIaHTaHA Ha KYJbTYpPY KJIETOK YeJI0BEKa IS OIICHKY MEPCIIEKTUBHOCTU UX IIPUMEHEHMS
B KaueCTBE OCTeO3aMeIIAIOIINX UMIUIAHTaTOB. Mamepuans: u memodst. O0pa31Ibl OMOKepa-
MUKU MoJTydeHbl B MTHCTUTYTE BBICOKOTEMIIEPaTypPHOI SJIEKTPOXUMHU Y PaJIbCKOTO OTIE-
neHus Poccuiickoii akanemun HayK (MBTD YpO PAH). /I uccinenoBaHMUs IIMTOCOBME-
CTUMOCTH U3y4aeMbIX MAaTEPUAJIOB UCITOIb30BaIM KYJIbTYPY AepPMaIbHBIX (hOPOOIaCTOB
yesoBeka. KieTku KynbTuBupoBanu B cpene Mrma, MogudunmpoBanHoii o dyi1b0eKKo
(anen. Dulbecco’s Modified Eagle Medium, DMEM; «buonot»). O6pas3iisl 0noKepaMm-
k1 — La,Zr,0; (uupkoHar jantaHa HemonuposaHHslid, LIJT), La, yCa, ;Zr,04 o5 (LupKO-
HAaT JJaHTaHa, JonupoBaHHbIi KaubuueM, LJIK) u La, ¢S, ; Zr,04 o5 (1MpKOHAT TaHTaHA,
nonupoBaHHBIN cTpoHIMeM, 1IJIC) — mMcmonrb30Bain B BUAE KPYIJIBIX IUIACTUHOK AHA-
METPOM 5 MM U ToIuHON 2 MM. [locie crepunn3anuy IaCTUHKY TTIOMEIaIn B JIyH-
K1 24-JIyHOYHOTO TIJIaHIIIeTa 1 HAHOCWJIN Ha HUX CyCITeH3uo KireTok (500 mxir). Kinetku
KYJIbTUBUPOBaIU 0e3 CMEHBI Cpeabl B TeueHue 5 cyToK. KoHTpoiab — IyHKM 6e3 oOpa3-

© Bonokutuna E. A., Yiutko M. B., Aatonen 10. 4., Aurponosa U. I1., Tumodees K. A., 2023
© Volokitina E. A., Ulitko M. V., Antonets Yu. Ya., Antropova I. P., Timofeev K. A., 2023
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1HoB 6mokepamMuku. McciemoBaHre MIMTOCOBMECTUMOCTH KepaMUUECKUX MaTepHUaIOB
BKJTIOYAJIO B Ce0sT oTpeIesIeHre XXIU3HECTIOCOOHOCTH M PO epaTuBHON aKTUBHOCTH
KJIeTOK 4epe3 1, 3 1 5 CyTOK KyJabTUBUpPOBaHUS. Pesyabmamot. iccaenoBaHme ycTaHoO-
BUJIO IUTOCOBMECTUMOCTb M3y4aeMoOli KEpaMUKM Ha OCHOBE LIMpKOHaTa JlaHTaHa. [lo-
Ka3aHO HapacTaHWe MPoJn(epaTUBHON aKTUBHOCTA M MHIEKCA KM3HECITOCOOHOCTH
$ubpobIaCcTOB Yea0BEKa IMOCe TIeproia afanTaluy KJIEeTOK K BO3AEMCTBUIO UCCenye-
MBIX KepaMUIECKIX MaTepHaIOB. YCTAaHOBJICHO, YTO JONMPOBAaHNE IIMPKOHATA JJaHTaHA
KaJIbLIMEM JIMOO CTPOHIIMEM 3aMeIsIeT ananTtaiuio (pudpobaacToB yejoBeka B Ipoliec-
ce KyJbTUBUPOBAHUS HA UCCIENYEMbIX KEpAaMMUYECKMX MaTepuasax 0e3 CyleCTBEHHBIX
pasnmunii mexxny LIJIK u LIJIC. Buigoodw:. T1pu B3aumoneiictBuu puodpo0I1acToB YeIoBe-
Ka ¢ MCCIeAYeMBIMHI KepaMIMIeCKUMI MaTepHraIaMU XXKNU3HECTIOCOOHOCTh KJIETOK M3Me-
HsIETCS B TIpeaesiax JOMYyCTUMbIX 3HAYEHUM U SIBASIETCS IOCTATOUHOM 7151 MOAIepXKaHUs
X BOCCTAHOBUTEJIBHOTO ITOTEHIINANA. Peamn3amnust HacTOSIIEro 3Tarna JOKIMHIYECKIX
KUCCEN0BaHUI 1aeT 000CHOBAHUE NaJIbHEMIIIEMY U3YUYEHUIO 3TUX MAaTepUaoB JIJIsl ayT-
MEHTAlUN KOCTHOU TKaHU.

KiroueBsie ciioBa: neeKThl KOCTHOM TKaHM, ayTMEHTAIIMSI, OCTe03aMeIalomnii Ma-
Tepua, OMoKepamMurKa, IIMPKOHAT JaHTaHa

BbaarogapuocTu. ABTOpHBI BhIpaxkaroT 6jJaronapHocTh Hatanbe AnekcannpoBHe Ta-
pacoBoit 1 AHHe BranumuposHe KacbssHoBoit (MBTD YpO PAH), a takke Exarepune
CepreeBHe JloruHoBoii («I[Tpuop M», EkatepuHOypr) 3a npenocTaBieHUe 11 UCCAEI0-
BaHMUS 00pa31I0B HOBBIX OCTEO3aMellaoIIUX KepaMUUeCKUX MaTepraioB Ha OCHOBE LIMP-
KOHAaTa JlaHTaHa.

®uuancupoBanue. PaGora BBITOJIHEHA TPU MoAepxKKe Poccuiickoro HaydHoOro ¢hoH-
nma (rpanT Ne 22-25-20037), https://rscf.ru/project/22-25-20037/.

Jas nuTupoBanus: BivsiHve HOBBIX KEpaMUUYECKUX MaTepUaIOB HA OCHOBE LIUPKOHATA
JIaHTaHa Ha KyJIbTypy KJIeTok yenoBeka / E. A. Bonokutuna, M. B. Yiutko, 1O. fI. AaTO-
Hetl [u np.] // Becthuk YITMY. 2023. Ne 4. C. 7—17. EDN: https://elibrary.ru/MIPNBM.
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Abstract. Bone defects are becoming increasingly common and have a huge impact
on the quality of life of patients. The development of new materials for bone implantation
is a major challenge. Objective of the study is to determine the influence of new ceramic ma-
terials based on lanthanum zirconate on human cell culture in order to assess the prospects
for their use as bone replacement implants. Materials and methods. To study the cytocom-
patibility of the new materials, a culture of human dermal fibroblasts was used. Bioceramic
samples: La,Zr,0, (undoped lanthanum zirconate, LZ), La, ,Ca,,Zr,0q 45 (calcium-doped
lanthanum zirconate, LZCa) and La, oSt ,Zr,0, ¢s (lanthanum zirconate doped with stron-
tium, LZSr), were used in the form of round plates (d = 5 mm, # = 2 mm). Sterile plates
were placed into the wells of a 24-well plate and a cell suspension (500 ul) was added. Cells
were cultured without changing the medium for 5 days. Control — wells without bioceram-
ic samples. The cytocompatibility study included determination of the viability and prolif-
erative activity of cells after 1, 3 and 5 days of cultivation. Results. The study determined the
cytocompatibility of the studied ceramics based on lanthanum zirconate. An increase in
the proliferative activity and viability of human fibroblasts after a period of cell adapta-
tion was shown. It has been established that doping lanthanum zirconate with calcium or
strontium slows down the adaptation of human fibroblasts during cultivation without sig-
nificant differences between LZCa and LZSr. Conclusions. The viability of human fibro-
blasts varies within acceptable values and is sufficient to maintain their recovery potential
when growing on the ceramic materials under study. The implementation of this stage of
preclinical research provides justification for further study of these materials for bone tis-
sue augmentation.

Keywords: bone tissue defects, augmentation, bone replacement material, biocera-
mics, lanthanum zirconate
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Bsenenue. /Ie(peKThl KOCTHOM TKAHU, CBSI3aHHBIE C TPABMOIA, JeTreHepaTUBHbBI-
MU 3200JIeBaHUSIMU OIIOPHO-IBUTaTeJbHOIO amrapara, OCTeOMUEIUTaMU, OH-
KOJIOTMYECKHUMU 3a00JIeBAaHUSIMU, CTAHOBSITCSL BCe 0oJiee pacIpoCTpaHEHHBIMU
M OKa3bIBAIOT OTPOMHOE BIUSIHUE HA KaYeCTBO KM3HU MalMeHTOB [1]. «30/10ThIM
CTaHIapTOM» SIBJISIETCSI KOCTHAS IIJIaCTUKA ayTOJOTMYHBIM MaTepUaioM, o0jaaa-
IOIIAs1 OCTCOKOHIYKIIMEN, OCTECOMHAYKIIMEN, CTUMYJISIIIUEN OCTEOreHe3a, OqHa-
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KO B MecTe 3a00pa KOCTHOI TKAaHW MOTYT Pa3BUThCS CTOMKMIT 00JICBOI CHHIPOM,
MHQEKIIMOHHO-BOCIIAIMTEILHBIN Mpo1iecc, ChOPMUPOBATHCS ICTETUUSCKUI e~
dekT [2—4]. AKTyarbHOM TTpo0IeMOoit COBpeMeHHBIX TPaBMAaTOJIOTUH 1 OPTOTTC NI
SIBJISICTCSI CO3JaHNEe HOBBIX OCTe03aMeIIaloIINX MaTepHUAIOB IJIsl UMILIAaHTAIIUN,
COYETAIONINX B Ce0€ OTCYTCTBHE IIUTOTOKCUYHOCTH, BEICOKYIO IIPOYHOCTD U OCTE-
OMHTErpalliOHHbIC XapaKTepuCcTuKU. biaaromapss 0MOCOBMECTUMOCTU U OTJIMY-
HBIM (PM3UKO-XUMUIECKIM CBOMCTBAM OCOOCHHO MEPCIIEKTUBHBIMU IIPU3HAIOT-
csl KepaMHYeCKIe ocTeo3aMelaronme MaTepuaisl [S—8]. [Ipuuem coBpeMeHHBIS
HCCIIeTOBaHMSI ITIOKA3BIBAIOT, YTO MHEPTHAsI OMOKepaMIKa MOXeT OBITh IIpeodpa-
30BaHa B OMOAKTUBHYIO CHCTEMY, BKIIIOUYAOIIYIO B Ce0ST pa3IMUHbIC MOJIEKYJIHI,
KOTOPBbIE MOTYT UMUTHUPOBATh CTPYKTYPHBIE I KOMITO3UIIMOHHEIE CBOIICTBA KOCT-
HOI1 TKaHU, yJy4liiasi ocTeonHTerpauuio nmruiantara [9; 10]. Xopomum kaHaum-
JIaTOM B 3TOM ILIaHE SIBJISICTCS LIMPKOHAT JIAHTAaHA, KPUCTAIMUECKasl CTPYKTY-
pa KOTOPOI'0 YCTOMYMBA K BBEACHUIO MOHOB KaJIbIINS I CTPOHIINS — 3JEMEHTOB,
OKa3bIBAIOIIMX ITOJIOXUTEIbHOE BIUSIHIE Ha OMOCOBMECTHMOCTD M MHTEIpalll-
OHHBbIE XapaKTepUCcTUuku [11].

Lleas uceenoBanusa — OIPENEINTh XapaKTep BIMSHUS HOBBIX KepaMUUECKIX
MaTepHraJioB Ha OCHOBE LIMPKOHATA JJaHTaHa, JOIMPOBAHHOTO KaIbLIMEM 100
CTPOHILIMEM, Ha KyJbTYPY KJIETOK 4eI0BeKa IJISI OLIEHKH IEePCIEKTUBHOCTH MX
IIPUMEHEHNsI B KAUeCTBE OCTe3aMeIIal0NINX UMIIAHTaTOB.

Marepuaibl u MeToabl. O0pasiibl ouokepamuku — L.a,Zr,0; (MUpKOHAT JIaHTa-
Ha HemonmpoBaHHblid, LJT), La, yCa, ;Zr,Oy o5 (LMpKOHAT JJaHTaHA, JONMPOBAHHBIH
kanbuueM, LIJIK) u La, ¢St ;Zr,Og 45 (LMPKOHAT JJaHTaHA, JONMPOBAHHbIA CTPOH-
mueM, LIJIC) — momyderbl B UHCTUTYTE BEICOKOTEMIIEPATYPHOI 3IEKTPOXUMUU
VYpansckoro otaeneHust Poccuiickoit akanemun Hayk (ExatepuHOypr), Kak ornu-
caHo B pabdore 2022 . [11].

s uccaenoBaHusI IUTOCOBMECTUMOCTH M3yd4aeMbIX MAaTePHUAIOB MCIIOIb30-
BaJIM KYJIbTYPY depMalIbHBIX (pr1Op00IaCTOB YeIOBEKa, BBIACICHHBIX B T1abopa-
TOPUM KJIIETOUHBIX KyIbTyp MHCTUTYTa MEIMIIMHCKNUX KJIETOYHBIX TEXHOJOI Ui
(Exarepunbypr). Kitetku KymbTuBUpOBanu B cpene Mrma, MogndummpoBaHHON
o Jlyns6ekko (anen. Dulbecco’s Modified Eagle Medium, DMEM; «buonor»),
¢ riryramuHoM (1 %) B ipucyrctBum 10 % 3MOpHMOHATBLHON TENISIYbE CHIBOPOT-
ku («buonor») n reatamuuHa (50 Mr/im) nipu 37 °C B yBIaxKHEeHHOI aTMocde-
pe 5% CO,.

O6pasupr buokepamuku — La,Zr,0,, La, Ca,,Zr,04 s 1 La, ¢St ;21,04 95 —
HCITOJIb30BaJIM B BUAE KPYIJIbIX IJIACTUHOK IMAMETPOM 5 MM M TOJIIIIUMHON 2 MM.
[Tocne crepunuzanyy B TeueHre 30 MUHYT YIbTPahHOIeTOBBIM U3IydeHUEM, IIPO-
MBIBaHUS (DU3MOJOTNIESCKIUM PACTBOPOM, BBICYIINBAHUS B CTEPUIIBHOM IOTO-
Ke JIJAMIHAPHOTO 0OKCA IJIACTUHKHY ITOMEIIAIN B IYHKH 24-TyHOYHOTO IUIaHIIIe-
Ta ¥ HAHOCWJIM Ha HUX CyCIIeH3MIo0 (prOpobIacToB yeaoBeka B oobeMe S00 MK
KineTtku KynbTUBUpOBaIu 0€3 CMEHBI Cpedbl B TeueHUe 5 cyToK. KOHTpob — IyH-
K1 6e3 00pa31oB OnoKepaMuKu. K cciiemoBaHe IUTOCOBMECTUMOCTH KepaMmrie-
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CKMX MaTepHaJIOB BKJIIOYAJIO B CEOS OIpeaeICHUE XKIN3HECTIOCOOHOCTH U IPOJIH-
(bepaTBHOI aKTMBHOCTH KJIETOK 4epe3 1, 3 1 5 CyTOK KyJIbTUBUPOBAHMSI.

K13HEeCImocoOHOCTD KJIIETOK OLICHMBAIACh C IIOMOIIIBIO TeMoruToMeTpa. Ilom-
CYET XKMBBIX KJIETOK OCYIIECTBIISUICS MOC/E UX Ie3arperalliid CMeChlo TPUIICUHA
U BepceHa B cooTHomeHnu 1 : 3 u okpammBanus 0,4 %-M pacTBOPOM TPUITAHO-
BOTO CHHETO, IIPXA 3TOM OKPAIIIMBAINCh TOJBKO MEPTBBIC KJIETKH. Ha ocHOBaHUU
MOJIyYeHHBIX TaHHBIX PACCUUTHIBAIMCH MHIEKC Xu3HecrmocooHoctu (M2XK), nH-
nexc npomudepaunn (MI1) 1 Bpems ynBoeHnsT KyIbTypHl (anea. doubling time,
DT). MHmekc K1U3HECIIOCOOHOCTH OIIpenelisuIi 110 (hopMyIIe:

KOJIMYECTBO YKHUBELIX KJIIETOK
X = -100% .
00111ee KOJIMYECTBO KIIETOK

WHpaexc nponudepanuy onpenessiivi Kak OTHOIICHUE Y1CIa BHIPOCIIUX KJle-
TOK K Ha4aJIbHOMY KOJIMYECTBY KJIETOK.
Bpewms ynBoenus kynbrypsl (DT) paccunTtbeiBanu 1o ¢popmyie:

tlg2
b

N
lg| —-

NO
Ime ¢ — BpeMsI pocTa KyJIbTyphl (4.); IV, — HadaJbHOE KOJMIECTBO KJIETOK; N, —
KOJINYCCTBO KJICTOK YEPE3 1y4.

I[JIH OLECHKN 3HAYNUMOCTHU pa3JII/I‘II/II71 MCXKAY KOHTPOJIEM M OIIBITHBIMH 00-
pa3iaMu TIpUMEHSITA HenmapaMeTpUuIecKuili Kputepnii Manna — Yuruu. [1pu
p < 0,01 paznuumst MexXay TpyHIIaMy CIMTAINCh 3HAYMMBIMMU.

Pe3yJ'lBTaTI)I u oﬁcy)l(zleﬂne. PCSy.T[BTaTBI OIIpcacICHUA KU3HECITOCOOHOCTH

n HpOHH(I)CpaTHBHOﬁ AKTUBHOCTHU KJICTOK ITPU KYJIbTUBUPOBAHNU NX HA N3y4ac-
MbIX KEpAaMMNYCCKNX 06pasuax IIpEaACTaBJICHLI B Tabnuie.

DT =

Tabauuya

BnusiHue 6MokepruMUKHN Ha XKU3HECTOCOOHOCTh
U NposudepaTUBHYIO aKTUBHOCTb (hMOPOOIACTOB YesoBeKa

O6pazen ouokepamuku | MHoekc xusHe- | MHaekc mponude- | Bpems yaiBoeHust
criocobHocTH, % | panuu, yci. ef. KYJIbTYPHI, 4
24 4,
Konrponb 78,9+3.5 0,95+0,01 —
La,Zr,0, (L1JT) 75,5+4,2 0,85+0,02 —
La,4Cay ,Z1,04 o5 (LJIK) 65,5+4,6' 0,98+0,01 —
Lay ¢St 121,04 95 (LJIC) 61,7+5,4°" 0,78+0,01 —
72 4.
Konrponb 81,7+4,5 2,25+0,16 46,37%2,15
La,Zr,0, (I1JT) 56,943,17 1,50%0,08" 61,71£3,21°
La, ¢Cay ;Zr,04 o5 (ILJIK) 58,2422 1,3740,12" 78,04+3,64°

11
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Okonuarue maon.

Oo6paszel] OMOKepaMUKHU WHunexkc xusHe- | MHoekc nponude- | Bpems yaBoeHus
crocobHocT, % |  panuu, yci. ef. KYJIbTYPHI, 4
La, ¢Sty 21,04 45 (1LJIC) 54,6+3.9° 1,45+0,09" 76,532,971
120 4.
KonTpoJb 85,4%5,5 3,65+0,21 25,40+1,17
La,Zr,0; (JI) 78,5+4,6 2,81+0,18° 38,30+1,93°
La, ,Ca, Z1,04 s (LJIK) 63,845,3°" 1,93+0,11°7 52,42+42,74°
La, Sty ,Z1,04 5 (ILJIC) 60,714,777 1,8440,14°" 59,07+1,98""
Tpumevanus: ™ — pasanumsl ¢ KOHTPOJIEM 3HAYMMBI; T — pasinums JONMPOBAHHBIX 00Pa3LOB

C HCAOIIMPOBAaHHBIM IITUPKOHATOM JIaHTaHA 3HAYUMBI.

Yepes 24 4. KyJIbTUBUPOBAHMS KN3HECITOCOOHOCTH KJIETOK Ha 00pa3iiax HeJo-
nupoBaHHoro LIJT coxpansinack Ha ypoBHe KoHTpos1. Ha oopasuax LIJIK u LIJIC
HaOII0JaJTOCh CHUKEHNUE XKu3HecrmocooHocT Ha 11,4 % u 16,5 % cooTBETCTBEH-
Ho. B TO Xe BpeMst uHAeKC npoudepaliy B JyHKax O BCEMU U3y4acMbIMU 00-
pas3liaMM He UMeJI CYILIeCTBEHHBIX OTJMYUIA OT KOHTPOJISI. YMEPEHHOE CHYDKEeHIE
npoaundepaTuBHON aKTMBHOCTH KJIETOK (KaK B KOHTPOJIE, TaK U B OTTBITHBIX JTYH-
KaX) COOTBETCTBYET IepUOAY Jiar-asbl (MEIJICHHOTO POCTa), KOTrIa KJISTKH a/larl-
THUPYIOTCS K HOBOU Cpeie.

Uepes 72 4. KyIbTUBUPOBAHUST HAOIIONAETCS CHUXKEHUE KU3HECTIOCOOHOCTH
KJIETOK Ha BCEX OTBITHBIX OOpa3lax MpKoHaTa jaHTaHa Ha 28,8—33,2 % oTHOCH-
TeabHO KOHTpoJis. [TponudepaTuBHas aKTUBHOCTD KJIETOK B 3TOT IIEPUOJ BHIIIIE,
yeM B | CyTKH, OMHAKO TeMIl nponudepanuu puopod1acToB B MPUCYTCTBUU 00-
pa3loB OMOKEepaMUKM 3aMeIJIeH, 10 CPaBHEHUIO ¢ KOHTPOJIEM, O YeM CBUIC-
TEJIBCTBYIOT 00Jiee HU3KWI MHACKC Mpordepaluv U 00JIblIee BpeMs yABOSCHMS
KYJbTYPBI B OITBITHBIX JIyHKaX. MOXHO MPEAIOJIOXKUTb, YTO B YCIIOBUSIX B3aUMO-
JIEMCTBUS KJIETOK C KepaMUYeCKOM IMOIIOXKKOM TpedyeTcs: 00J1ee IIUTEeIbHBIIH Tie-
pUOA afanTaluy KJIETOK K cpesie, YeM B JIYHKaX 0e3 KepaMUKU.

Cnycts 120 4. KyJIbTUBUPOBAHUS KU3HECTTOCOOHOCTh (DPMOPOOIACTOB YBEIM-
YUBAeTCs 10 YPOBHSI KOHTPOJIS B JIyHKaX, COAepKallliX 00pa3iibl HEAOMMPOBaH-
Horo 1IJI, u npeBeiiaet 60 % OTHOCUTENBHO KOHTPOJIS B Mpobax ¢ JOMMPOBaH-
HeiMu LJTK n LIJIC. TTponudepaTrBHast aKTUBHOCTD KJIETOK Ha BCEX M3y4aeMbIX
o0Opasiax yBeIMYMBAETCS OTHOCUTEIbHO MPEIbIAYIIEro Cpoka, OAHAKO OTMeUe-
HO, 4TO Ha oOpa3uax LIJI oHa HiKe, YeM B KOHTpOJIe, a Ha oOpa3liax JOMMpoBaH-
Hbix HJIK u LIJIC Huke, yem Ha obOpa3iax HeponupoBaHHoro LIJI (pucyHoK).

[IpoBeacHHBIE paHee UcCaeIOBaHMS TTOKa3aIy, YTO HAJIMYKE B COCTaBe Kepa-
MMKU IIUPKOHMS CYIIECTBEHHO YIydlllaeT MeXaHUYeCKHMEe CBOMCTBA MaTepuasa
[12—14], He oka3bIBasi TOKCUUECKOIO AEHCTBUSI Ha MPEOCTEO0ACThl U Yydllias
peakiuio ocreoonacToB [15; 16]. BkitoueHre JaHTaHa He TOJIBKO MTOBBIIIAET KOP-
PO3MOHHYIO CTOMKOCTb MaTepuraia, HO TakKKe OKa3bIBaeT MHTMOMPYIOIIee IeCTBHE
Ha oO0pa3oBaHue ocTeokyacToB [17; 18]. JonupoBaHue KepaMUYECKUX MaTepUAIOB
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MOXKET CIIOCOOCTBOBATh IIPOLIECCY OCTEOTeHE3a M OBICTPOMY 3aKMBJICHHUIO KOCTU
[19; 20]. KayecTBO mOIIMpPOBaHMUS 3aBUCUT OT TUIIA MCIOJB3yeMOro noHa. Jlomm-
pOBaHUE KaJIbLIMEM CIIOCOOCTBYET CHTE3Y OCTEOIIOHTHHA, YIaCTBYIOIIETO B (hOp-
MUPOBAaHMH KOCTH 1 CIIOCOOCTBYIOIIETO IMPUKPEIUICHUIO 1 ITpoIrdepaiy KJIETOK
Ha ITOBEpPXHOCTU UMIUIaHTaTa [21]. Mconp3oBaHNe IMPKOHATA JJaHTaHAa, JOIIIPO-
BaHHOTO KaJIbILIKEM B KaUeCTBE OCTEOILUIACTUIECKOTO MaTeprajia IeMOHCTPUPYET
TOJIOXKUTEIbHBIE PE3Y/IbTATHI B IIpoliecce peMoaeanpoBaHus KocTtu [22; 23]. Ilep-
CIIEKTUBHBIM IIPU3HACTCSI TAKKE BBEACHME CTPOHIIMS B OCTEOTEHHBIE MaTepHaIbL.
Iloka3aHo, 4TO BBeIeHMUE CTPOHIIMS B KaJdbluUii-(ochaTHYI0 KEepaMUKY IIPHUBO-
IIUT K YAYYIIeHUI0 OMOCOBMECTUMOCTH, OCTEOKOHAYKTUBHOCTH 1 IIPOYHOCTH [24].

35

25
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Puc. Unnekc mponudepannu pudpooIacToB yeaoBeKa
IPY KyJbTUBUPOBAHUU Ha KEPAMUYECKUX 0Opa3Lax:

LUT — La,Zr,05; LJTIK — Lag yCay 1 Z1,0g 953 LIC — Lag oSty 121,06 o5

[TpoBeneHHOe HaMK KCCIeMOBAHUE OTIPENEIIAIIO IUTOCOBMECTUMOCTh KEPaMMU-
KJ Ha OCHOBE HEJOMMPOBAHHOTO U JOMMPOBAHHOTO IMPKOHAaTa JaHTaHa. [Toka-
3aHO HapacTaHue MpojudepaTuBHON aKTUBHOCTU U MHIEKCA XU3HECTIOCOOHO-
¢ty (huOpOOIACTOB UeIOBEKAa MOCIe IIEPUO/Ia alalTalluy KJIETOK K BO3ICHCTBUIO
uccaenyeMbIX KepaMUYecKrX MaTepuaioB. Bmecre ¢ TeM ycTaHOBJIEHO, YTO J0-
NMUPOBaHKE IMPKOHATA JIJAHTAHA KAJbLIMEM WJIM CTPOHIIMEM OKa3bIBaeT BIUSHUE
Ha LIUTOCOBMECTUMOCTb, 3aMeIsAs aganTaluio (pudpodIacToB YyeaoBeKa B IIpo-
11ecce KyJIbTUBUPOBAHMS HAa UCCIIEyeMbIX KepaMUUECKUX MaTepuajiax 6e3 cyiiie-
CTBEHHBIX pasnuuuii mexny La, yCa, ,Zr,O¢ 951 Lag ¢St ;21,04 o5,

BoiBoapl. Takum oOpa3oM, IMpu B3auMOIeHCTBUM (pUOPOOIACTOB UeIOBEKa
C uccienyeMbIMu KepaMuyeckumu martepuanamu (La,Zr,0;, La, yCa, Zr,0g o
n Lag ¢St ;21,04 5) KU3HECTIOCOOHOCTD KJIETOK U3MEHSAETCS B ITPEIEIax J0IyCTU -
MBbIX 3HAUEHUH U SIBJISIETCSI IOCTATOYHOM IS MOAAepKaHUSI UX BOCCTAHOBUTEb-
HOTO MoTeHIMana. B HacTosieit paboTe peaan3oBaH MepBbIii 3Tall JOKIMHUYE-
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CKHX HUCCICI0OBAHNI HOBBIX CJIOXHBIX OKCHIOB Ha OCHOBE IIMpPKOHAaTa JIaHTaHa,
KOTOprfI JlaeT 000CHOBaHUE ,I[a)'[bHefIH.[eMy MN3Y4YCHUIO OTUX MaTCpHaJioB, CO3daH-
HBIX OJIAd ayrMCHTallu KOCTHOM TKaHM.
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Oco6eHHocTM MPT-KapTUHbI o4aroBbix ¢popm
OCTpOro Knewesoro 3Huedanura

Anna bopucosHa lanyHoBa
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Annoramug. Kinemesoii sHuedanmut (KD) — mmpoxo pacnpocTpaHeHHast TpaHCMHUC-
CHBHasI IPUPOTHO-09aroBasi HeliponHMbeKIIMsI Ha TeppuTopun Poccun u siBisieTcs sHe-
MUWYHBIM 3a00ieBaHueM Ju1st CBepIUTIOBCKOI 00J1acT. BBICOKMIT ypoBEeHb 3a00J1eBAEMOCTH,
eXXeroaHasi pETUCTPAIIrsI 09aroBBIX (POPM, TPUBOISIINX K MHBATUAN3AIINY 1 JICTATbHBIM
ncxomaMm, oOyCIOBIMBAIOT aKTyaJbHOCTD MOMCKA paHHUX TUddepeHIInaIbHO-TUarHO-
CTUYECKUX KPUTEPHUEB OCTPOTO KIICIIIEBOT0 3HIIe(aInTa ¢ UCII0Ib30BaHNEM COBPEMEHHO-
ro HEMHBAa3MBHOTO METOJA HeMPOBU3yaaIU3allui — MarHUTOPE30HAHCHOM ToMoTpahumn
(MPT). MPT saBasiercst mepcrieKTUBHBIM METOIOM TUAaTHOCTUKHU ocTporo KB, ocobeH-
HO B CTy4JasiX OTCPOYEHHOI CEPOKOHBEPCHUU.

Kmouesble cioBa: kienieBoii sHuedanur, MPT, monyiapust roToBHOTO MO3ra, Mo/ -
KOPKOBBIE CTPYKTYPbI, TAJIaAMYC, CTBOJI MO3Ta
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Abstract. Tick-borne encephalitis (TBE) is a widespread transmissible natural focal
neuroinfection in the territory of the Russia and is an endemic disease for the Sverdlovsk
Region. The high incidence rate, the annual registration of focal forms leading to disability
and death, determines the relevance of the search for early differential diagnostic criteria
for acute tick-borne encephalitis using a modern non-invasive method of neuroimaging —
Magnetic Resonance Imaging (MRI). MRI is a promising method of TBE diagnostics,
especially in cases of delayed seroconversion.

Keywords: tick-borne encephalitis, MRI, cerebral hemispheres, subcortical structures,
thalamus, brain stem

For citation: Galunova AB. Features of the MRI picture of focal forms acute tick-
borne encephalitis. Bulletin of USMU. 2023;(4):18—26. (In Russ.). EDN: https://elibrary.
ru/OOVICE.

Bgenenue. Kiemeoii sHuedanut (KD) — mupoko pacnpocTpaHeHHas TpaHC-
MMCCHUBHas MPUPOIHO-0YaroBasi HeliponHdeK1us Ha Tepputopun Poccun ¢ exe-
TOJHOI perucTpanneil ypoBHs 3a00jeBaeMoCTy. bobiiiast pacripocTpaHeHHOCTD,
BbICOKasI 320016 Ba€MOCTh, YaCTO MPUBOISIIAS K MHBATMAU3AIMU, U BEPOSITHOCTD
JIETaJIbHBIX UCXOJIOB OIPENEISIOT MEIMKO-COLIMATbHYI0 K 9KOHOMUYECKYIO 3Ha-
YUMOCTb 3TOI HEHPOMHMEKIINN.

ITo nanHbiM PocnoTpebHan3opa, ypoBeHb 3abojieBaeMocTd KD B Poccun
B 2022 r. coctasun 1,34 Ha 100 Toic. HaceneHus (1969 cnyyaes), B CBepaoBCKOM
obnactu — 4,5 Ha 100 TeIc. HaceneHwus (175 ciaydyaeB), 4To B 2,3 pa3a MPeBHICUIO
nokazateau 2021 r. [1]. ExXeromHo perucTpupyroTcsl oyaroBbie (hOpMbI OCTPOTO
KD (OKD), ux nons cocrasnset ot 4,0 % 10 22,7 % 3a nepuon 2000—2021 rr. npu
cpeaHeM ypoBHe jeTanbHOCTH 2,1 %.

[lepcrieKTMBHBIM METOIOM HEHPOAMATrHOCTUKY SIBIISIETCS MAarHUTOPE30HAHC-
Has Tomorpadus (MPT), no3Bosisitolias yTOUHUTD JTOKAIU3aLMIO, XapaKTep 1 pac-
MPOCTPAHEHHOCTD MOPaXXKEHUsI CTPYKTYP TOJIOBHOIO 1 (MJIM) CIIMHHOTO MO3Ta.
MPT-ocobeHHOCTH TTpu oyaroBbiX popmax OKD ocBelieHbl B HEOOIBIIOM KO-
YyecTBe NMyOIMKALIMIA, KOTOPBIe OCHOBAHbI HA ONMMMCAHWU OTAEIbHBIX KITMHIYECKIX
ciydaeB. B mybnukanusix He mpeacTaBieHa CUCTeMaTU3alus JaHHBIX 10 JIOKaJu -
3allMM MTaTOJIOTUYECKUX 04aroB, He MpoBoauiIack Koppensaius MPT-u3menenuit
U KIMHUYECKON KapTUHBI 00JIE3HM, UTO MPEACTABISET KIMHUYECKUI MHTEpEC.

e paGoThl — Ha OCHOBAHUU JIUTEPATYPHBIX JaHHBIX MPOBECTU aHAJIN3 YaCTO-
ThI BCTPEYAEMOCTH Pa3TMYHbBIX JOKAIU3ALMI MTaTOJIOTMYECKUX NU3MEHEHU B ro-
JIOBHOM U (MJIM) CIIMHHOM Mo3re nipu MPT-uccienoBaHuu U COMOCTaBUTD KJIU-
HUYECKYI0 U HeMPOBU3YaTN3alMOHHYI0 KapTUHBI ITpK 04aroBbix hopMax OK 3.
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Marepuaibl 1 MeToapl. MaTepuaibl CTaTbu — 3TO HAyYHbIE MyOJUKAIIMHU, TTO-
KCK KOTOPBIX OCYLIECTBIISIICS € TTOMOIIbI0 MHTepHeT-T1aTopmbl e LIBRARY.RU
1 3JIEKTPOHHOTO HayyHOro apxuBa HayuHoli MeauIMHCKON OMOIMOTEKN MMEHU
npodeccopa B. H. KnumoBa Ypanbckoro rocyiapcTBeHHOI0 MEAULIMHCKOTO YHU -
BepcuTeTa 1O KJIIOUEBBIM CJIOBaM: KJIEIIEBOM dHIIE(DATIUT, MATHUTOPE30HAHC-
Hast Tomorpacdusi, MPT. B 0030p ObUIM BKIIIOYEHBI HAYyYHbBIE CTaTbU, COAEpXKa-
mue nHopmarmio o pesyabrarax MPT-ucciaenoBanuii mpyu oCcTpoM KJIEIIEBOM
sHIIeannTe. MeTon ncciienoBaHusl — 0030p M aHaIU3 TTOJTYYEHHBIX IUTepaTyp-
HBIX JAHHBIX.

PesyabraTel 1 00cyxaenue. OmicaHye naTojJornyecKux u3MeHeHuii mpu MPT-
uccienoBaHuu naueHToB ¢ OKD npencraBieHo B HEOOIBIIIOM MIepevyHe My~
Kauuii [2—34] v yaille OCHOBaHO Ha pacCMOTPEHUM €AMHUYHBIX KIMHUYECKHUX
CJTy4yaes.

HccnenoBarenu otmevanu, 4yTo MPT-u3MeHeHMsT B TOJIOBHOM U (MJIM) CITMH-
HOM MO3Tre BBISIBJISIIOTCS JTUIIb B 8—20 % ciyyaeB ouaroBbix ¢popm OKD [18; 34;
35]. MPT-kaptuna OKD xapakTepr3oBajach BbISIBIeHUEM MAaTOJIOTMYECKUX OYa-
TOB TUTIEPUHTEHCUBHBIX B T2- 1 TUMMIOMHTeHCUBHBIX B T 1-pexxume [2; 5—34; 36].
ITpakTruecku Bo Bcex citydasix HemonmoMuenutuueckux opm OKD nmpu MPT-
HCClIeOBAaHUM OTMEYAIOCh IMTOpaXkeHre MOJKOPKOBBIX CTPYKTYP FOJJOBHOTO MO3-
ra. [laToornyeckuii CUTHaJI pETUCTPUPOBAJICS B OOJIBIIMHCTBE CiIyyaeB B 00Jia-
ctu Tanamyca (1o 80—90 %), yale GuIaTepaabHO U peXe — Ha OJHOM CTOPOHE
[5; 13; 16; 17; 19—-23; 25; 26; 28; 34; 37]; OblIM ONMCaHbI TAKXKE U3MEHEHUS B 00-
JlacTy 6azanbHbIX raHraueB [27; 38; 39]: ctpuaryma [28] (xBocTtaToro siapa [5; 13;
16; 20—23; 25], ckopaymsl [35; 13; 19; 22]), mamuayma (GiegHoro mapa [5; 13],
yepHoii cyoctanuuu [13], kpacHoro sapa [13]).

CornacHo nyonukauusim, yacto MPT-13MeHeHus BBISIBISIIMCH B 00J1aCTH CTBO-
Ja Mo3sra [12; 13; 16; 18—21; 23; 26; 34; 37; 39], pexxe — B Mo3xeuke [2; 16; 17;
20; 22; 23; 34], B moayiapusx rojjoBHoro moara [12; 13; 18; 22; 25; 29; 33; 39],
Mo3osuctoM Teite [15; 22; 39], runmokamrie [13]. B enMHUYHBIX clydasix oTMe-
4yajoch MopaxkeHue BHYTpeHHelN Karcysl [13], peTuKkyIsipHOil (hopMaiiiu CTBO-
Jla Mo3zra [13], MenuanbHOM U JaTepaibHOU neTiu [13] u reMucdepHoe rmopaxe-
HYe€ roJIOBHOro Mo3ra [22].

OnucaHbl ciyyan GOpMUPOBAHUS TUIIEPUHTEHCUBHBIX B T2-pexxume U U30-
MHTEHCUBHBIX B T1-pexume o4aroB B 00JaCTH MEPEAHUX POrOB CITMHHOTO MO3-
ra Ha pa3JIMYHBIX YPOBHSIX, Yallle — Ha YPOBHE IIeiiHOTo yToameHus [3; 6; 9; 11;
13; 24; 25; 27; 31-34; 37].

Yacrora BoisiBieHUsI MPT-u3MeHeHuii B CTPYKTYpax rOJIOBHOTO U CITMHHOTO
Mo3ray aereit B octpyio ¢azy KD 6bu1a 3HaUMTEIbHO BhILIE, YUeM Y B3POCIIbIX MaL-
eHToB — 110 98 % [39]. [1pu 3TOM MHOTOOYArOBOE MOPaKEHUE TTPY HEIPOBU3YaJIH -
3alMM BBISIBJISUIOCH B 67 % ciydyaeB, a OMMHOYHBIN ouar — B 25 % [39]. Jlokanu3a-
LIMST TATOJIOTUYECKUX 0YaroB TaKasl 3Ke, KaK U y B3pOC/IbIX MAallMeHTOB: 0a3aibHble
ra”ruu (1o 66,7 %); nosyluapus roJ0BHOTo Mo3ra (B T. 4. reMucdepHoe Iopaxe-
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Hue) — 6esoe (mo 41,7 %) u cepoe (10 16,7 %) BeliecTBa; MO30JIUCTOE TEJI0, CTBOJI
MO3ra 1 CTPYKTYPBI 3a1Hei yepernHoi aMku (10 8,3 %) [2; 39]. Cpenn Ga3anbHbBIX
TaHIJIMEB Yallle JMarHOCTUPOBAJIOCh BOBJICUCHME B IIPOLIECC CTpraTyMa (CKOPIIy-
Bl ¥ XBOCTATOTO siIpa) [22], oTMeuasoch mopaxkeHne Mo3xeuka [2; 21]. Ommmcan
eAMHUYHBIN ciydail 1ud@y3HOro oTeKa B KOPTUKAJIbHO-CYOKOPTUKAIBHOM 30HE
3aTBUIOYHO-TEMEHHOI 00JIACTH CJIeBa C KOHTPACTHBIM YCHJIEHHEM MEHUHTI€aIb-
HEIX 000JI0Y€K HaJI JIEBOI BUCOYHOIT ToJIet y pebeHKa B Bo3pacTte 17 mHeit [29].

Taxum o6pazom, mpu OKD va M P-ToMorpaMmax BEISIBIISTIOTCS OYar Imopaxke-
HUS B pa3INYHBIX OTAEaxX IeHTpambHO HepBHOM crucTeMbl (LIHC), Ho Hanbo-
Jiee 9acTOo ObLIY OIMMCAHBI TUTIEPUHTEHCUBHBIC 0Yaru Ha 12- 1 TMITOMHTEHCUBHBIC
Ha T1-pexxume B 001aCTH TajlaMyca, CTBOJIA MO3Ta, XBOCTAaTOIO siIpa, MO3XKeuKa
¥ TIEpPEeIHUX POTOB CIIMHHOTO MO3Ta.

[IprumHOI MOSIBICHUS TUIIEPUHTEHCUBHBIX ITATOJIOTMYECKMX 0YaroB IIpU
MPT-uccnenoBanny B TOJIOBHOM M clTMHHOM Mo3re ipu OKD, kak u mipn npy-
rux 3a00JIeBaHUSX, SIBISICTCSI N3MEHEHNE COMepKaHUsI BOOBI B TKaHIX. [Ipuum-
HOI1 SIBJISIIOTCSI TaTOMOP(dOIOrnIecKre N3MEeHEeHUs BOCIIAJIUTEIBHOTO XapaKTepa
B HHC, xapakrepu3yiommnecss BEIpaxkKeHHBIMU TUCTPODUICCKUMU 1 HEKPOOHO-
TUYECKMMM IIPOLIeCCaMM B HEPBHBIX KJIETKAX B OCTPBIN IEPUOI, COIIPOBOXKIAI0-
muecs nudGy3HBIM, IEPUBACKYISIPHBIM U IIEPULICIUTIOISIPHBIM OTE€KOM M BTO-
PUYHBIM ITOpaXKeHUEM CTPYKTYp MueanHa. [Ipu 3Tom Ha (hoHE pa3BUBAIOIIETOCS
MIPOAYKTUBHOTO BACKYJINTA C TUIIEPTPOdUEi U TUTIepIjIa3nueil SHAOTEINS U APY-
'YX KJICTOUYHBIX 3JIEMEHTOB COCYIUCTOM CTEHKM HAaOII0OAIOTCS TUTIePEMUSI, TPOM-
003Bl, CTa3bl U OHAIlele3HbIe KPOBOUBIMSIHMS, IIPUBOISINNE K (DOPMUPOBAHIIO
04YaroB pacIUIaBIIEHHS MO3TOBOTO BelllecTBa [40—42].

ITpu omucanun MPT-u3menennii B octpoM nepronae KD aBTOpEI penKo mom-
POOHO OIMMCHIBAIOT KIIMHUYECKYIO KapTHUHY 3a00J1€BaHMUsI, OTpaHUIYNBASICh TOJIBKO
(opmynrpoBKOit ouaroBoii opMbl KD, 4TO He MO3BOJISIET MMOJIYYUTh ITOJTHOIIEH-
HYIO KApTUHY COOTBETCTBMSI 09aroB MopaxkeHus: Ha M P-toMorpaMmMax v KJIIMHK -
K# ocTpoit popmbr KB.

Han6onee yacTo, mo JaHHBIM TUTEpaTyphI [22; 25; 30; 32], BRIIBIASIIOCH HECO-
OTBETCTBUE KIIMHNYECKOI KAPTUHBI 3a00J1eBaHNS Y TOITMIECKOM JIOKAIM3aI1HY Ia-
TOJOTUYECKUX UBMEHEHU I, HaOmoaaeMbIx ipu MPT-ucciaenoBanuu: yaiie — npu
5HI1Ie(ATUTUIECKOM CUHIPOME, pexke — IIPU IMOIMO3HIIE(PaTUTHISCCKOM CHHIPO-
Mme. [1pu HelipoBHU3yaIM3alli TOJJOBHOIO MO3ra OOJIBLIMHCTBO aBTOPOB [3; 5; 6;
13;16; 17; 19-23; 25—28; 34; 37; 38] peructpupoBaio nopaxkeHue MogKOPKOBbIX
CTPYKTYp: Yallle — Tajlamyca, pexke — 0a3aJIbHbIX FTaHIIKEB (B YaCTHOCTU, CTpHA-
TyMa: CKOPJIYIIbI, XBOCTATOTO SIIpa), IIPY 3TOM B OOJIBIIIMHCTBE CIIydaeB HE BBISIB-
JISJIaCh KIIMHKKA SKCTparpaMUIHOro cuHapoMa. CMHAPOM HapyIIeHUS CO3HAHMS
yalie COIPOBOXIAJCS ITOopakeHreM TajaMyca Ha MP-Tomorpammax, mpu 3ToM
y psifia MalMeHTOB IopaXkeHue 3TOM 001acTu npoTeKano beccuMmnToMHo. MPT-
M3MEHEHUS B 00JIACTHU MOJIYIIApU 1 CTBOJIA MO3Ta OBLIN BBISIBJICHBI Y IIOJIOBH-
HBI MAMEHTOB C 3MMICITUISCKUM CUHIPOMOM, IIPH MO33KE€YKOBOM CHUHIPOME
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MPT-nopaxeHne CTpyKTyp MO3XeUKa BBISIBIISIIOCH B € IMHUYHBIX c1ydasx. [1pu
MMOJIMOHIIE(PaTUTUIECKOM CUHAPOME BhIsIBIeHHBIe MPT-u3Menenus y 1/3 ma-
IIMEHTOB COOTBETCTBOBAJIM KIIMHUYECKOM KapTUHE 3a00JIeBaHMSI.

Haubomee yacTo IoIHOE COOTBETCTBHE OTMEUEHO IIPH ITOIMOMUEIUTAIECCKOM
cuHOpoMe, IIpu 3ToM Ha M PT-uccinenoBaHnM BBISIBIISLICS O4ar B 00JIaCTU IIEpe-
HUX POTOB CIIMHHOTI'O MO3ra, COOTBETCTBYIOIINI TOIIUKE ITOPAKCHUS.

Taxkum obpazom, B 6ombmHCTBe oncannii M PT-kapTuHBI ocTphix popMm KD
[2;3;5;6;8;9;11;14;19;21;22; 26—28; 33; 37] BbISIBIEHO ITOJIHOE WJIA YACTUYHOE
COOTBETCTBUE KIMHIUKE 3a00JIeBaHUSI, Yallle — IIPHU IOJTNOMUETUTAYECKOM CUH-
IpoMe, pexke — B TPYIIIIe C liepeOpaJTbHBIM 1 CTBOJIOBBIM YPOBHSIMU ITOPAXKCHMS.

AHaJormYHbBIe JaHHBIE TTOJTyYeHBI U TTpu cortocTtaBiaeHnn M PT-kaptuasr OKD
1 KJIMHUKM 04aroBbIX ()OopM B AeTcKoM Bo3pacte. B. H. CkpummueHko u ap. oT-
MeYaJii MOJIHOE COOTBETCTBUE KIMHUKU U MPT-kaptunsl B 80 % ciydaes [39].

BoiBoapl. Takum 00pa3zoM, o JIUTEepaTypHBIM JaHHBIM, IIPXA O4aroBBIX (pop-
Max KO coorBercTBytomue MPT-u3MeHeHNST TOJOBHOTO M CIIMHHOTO MO3Ta
BBISIBJISIIOTCS. TOIBKO B 8—20 % ciydaeB y B3pocibiX U 10 98 % — y nereii. [1pu
MPT-uccnenoBaHny perucTpUpPOBAINCH O9aTrd TUIIEPUHTEHCUBHBIE Ha T2- 11 ru-
MMOMHTeHCHUBHEIE Ha T'1-pexxmnme 0e3 HaKOTUIEHUsI KOHTPACTHOTI'O BellleCcTBa. XapaK-
TEPHBIMM JIOKATM3ALUSIMU IMaTOJIOTMIECKIX M3MeHeHui ipu MPT-uccnenoBanum
6bu1u Taamyc (o 80—90 % u yale GuaaTepaibHO), 6a3aNbHbIC TAHIIMY (Yalle
CTpPHATyM), CTBOJI MO3Ia 1 IIEpEeIHMIE POTa CIIMHHOIO Mo3ra. Pexe n3aMeHeHMSI BBI-
SIBJISUTACH B 00JIACTH MO3XeUKa, IOJTYIIapHii TOJIOBHOTO MO3Ta, MO30JIMCTOIO TeJla,
TUIIIIOKAMIIa, B eIMHUYHBIX CITydasiX — B 00J1aCTH BHYTPEHHE! KaIICyJIbl, ITaJlJId-
IyMe (4epHOM CyOCTaHIINH, KpaCHOM sIpe, OJIeTHOM IIape), peTUKYISIPHOUI (pop-
Malli¥ CTBOJIAa MO3Ta, MEIUAJIbHOM 1 JJaTepabHOM IIETIIH.

[lonmyyeHHBIC TaHHBIC I€MOHCTPUPYIOT HAIMIME XapaKTEPHBIX ITaTOJIOrNYe-
ckux maMmeHeHuit mpu M PT-nccimemoBanmm ogaroBeix popMm KB, KoTopbie MOTYT
CITY>KUTb JOIIOIHUTEIFHBIM KpUTepHEM AUATHOCTUKY 1 1 depeHIINATbHOM -
arHOCTHUKM OYaroBEIX ()OPM OCTPOTO KJICIIEBOTO 3HIIe(haIUTa B CIIydasiX [IO3THETO
CEpOJIOTUYECKOTO MOATBEePKACHUS AuarHo3a. I1py aToM OTCYTCTBYET YETKOE I10-
HUMaHME YaCTOTHI BCTPEYAeMOCTH TOI MJIM MHOM JIOKAJIM3aIH ITATOJIOTMIeCKIX
U3MeHeHul, PaKTOpOB, BAMSIOIINX Ha (hOPMHUPOBAHME ITATOIOTMISCKIX N3MEHEe-
HUI1 B TOJTOBHOM M (MJIM) CTMHHOM Mo3re Tipn MPT-uccnenoBanum, 1 HET aHa-
Jm3a KIMHKO- MPT-conocTtaBnenus. PemieHne 3TiX BOIpOCOB MMeeT KIIMHAYE-
CKMIT MHTepeC B IUIaHe paHHel nuarHoctuke KO 1 mporao3npoBaHUsl TSLKECTU
TEYEHMSI M ICXOAA TSKEJIBIX 04aroBEIX (hDOPM OCTPOTO KJICIIeBOTO SHIIehaanTa.
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Annoramus. Puck poxxneHus pedbeHKa ¢ MOHOTEHHBIM 3a00JIeBAaHNEM HEJTb3sT UCKITIO-
YUTHh HU JUISI OMHOM ceMbr. OMHAKO B MOIYJISIIIUKM CEMEHBIX IMap, CTpamgalonmx oec-
IUIOAYIEM, YaCTOTa T€TePO3UTOTHOTO HOCUTEIHLCTBA MOHOTEHHOM TTATOJIOTUH BHIIIIE, YeM
B ITOMYJISIIIAY ¢ HOpMaJIbHOU (bepTUIbHOCTHIO. Hampumep, B psife ucciaenoBaHUIt TOKa-
3aHa CBA3b MYXXCKOTO O€CIIONNS ¢ HOCUTEIHLCTBOM ITATOTEHHBIX BADMAHTOB B Te¢HE, OT-
BETCTBEHHOM 33 CUHTE3, CTPYKTYPY U (pyHKIIUIO OeKa TpPaHCMEMOPaHHOTO PeTyisiTopa
npoBoauMocTu (anen. Cystic Fibrosis Transmembrane Regulator, CFTR). Llenb ucciemno-
BaHMS — Ha OCHOBAaHUM pa300pa KIMHUIECKOTO CIIydasi IPOAEMOHCTPUPOBATh BaXKHOCTD
TECTUPOBAHMS HA HOCUTEILCTBO ITATOTEHHBIX TeHETUYeCKMX BapraHTOB B reHe CFTR cy-
TIPYKECKUX ITap, HaIlpaBJICHHBIX Ha ITPOBEICHIE BCIIOMOTaTeIbHBIX PEIPOTYKTUBHBIX TEX-
Hosoruit (BPT). 1151 aHamm3a NCITOIb30BaIMCh aMOyIaTOPHBIC KAPTHI ¥ BBIITMCKU U3 CTa-
HMoHapa pebeHKa-IpodaH/1a 1 ero poautesieit. B cyrnpyxkeckoii rmape ¢ moaTBepKaeHHbBIM
MYXKCKUM (haKTOPOM OECILTIONMS B pe3yabTaTe SKCTPAKOPIIOPAIHHOIO OIJIONOTBOPECHUS
(BKO) pommiicst pedeHOK, Y KOTOPOTO B BO3pacTe 8§ MeCSIIeB BBISIBICH MyKOBUCIIUIO3
(HecMOTpS Ha OTpUILIATEIBHBIN pe3ybTaT HEOHATAJIbHOTO CKprHMHTA). CecTpa oTIia pe-
OeHKa Takxke 00JbHA MYKOBUCILIMAO30M, OJTHAKO PE3YJbTAThl €€ FTEHETUUYECKOIO HUCCe-
JMOBaHUS OTCYTCTBOBAJIM. Y OTIIA peOeHKA IPU IMPEKOHIICTIIIMOHHON ITOATOTOBKE YaCTHIX
naTOreHHBIX BapuaHTOB B TeHe CFTR He BBISBIEHO; MaTepu pebeHKa TaKoe UCCIeI0Ba-
HUE He ITPOBOAMIOCH. [IlnarHo3 pebeHKa MOATBE PXKIACH ITPU IIPOBEICHUN CEKBEHUPOBAHUS
reHa CFTR (o6HapyXeHO 2 MaTOTeHHBIX TeHETUYECKNX BapraHTa B KOMIIayHI-TeTepO3H-
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rotHOoM coctostHUM: G194R 1 F508del). BmocienctBum y MaTepy OATBEPKICHO HOCH -
TeJILCTBO HamboJiee yacToro rmaroreHHoro Bapuanra rena CFTR — F508del, ay otia —
penxoro BapuanTa G194R. Hamre HaOmomeHIE MIDTIOCTPUPYET CIOKHOCTH TUaTHOCTUKHI
CIIyJaeB MYKOBHCIIMI03a M BBISIBJICHUST HOCUTEJICH 3TOTO 3a00JI¢BaHUS B CBSI3H OOJIBIITNM
KOJIMYECTBOM MATOTeHHBIX BapruaHTOB reHa CFTR. Y cnielialncTOB JOJKHA OBITh T10-
BBIIIIEHHASI HACTOPOXKEHHOCTB IO TTOBOIY pHCKa POXKICHUS 00JILHOTO pedeHKa, 0COOCH-
HO B CEMbSIX, UMEIOIINX CITydan 3a00JIeBaHUS Y POICTBCHHUKOB.

Kiouessie ciioBa: MmykoBucumnnos, 6ecruionue, KO, BPT, npekoHuenimornHas nosa-
TrOTOBKA

BaaromapaocTH. ABTOPBI BhIpaxkaroT 0JarogapHOCTh IJ1aBHOMY Bpauy KiiMHUKO-
IuarHoctuyeckoro neHTpa «OxpaHa 310poBbsl MaTepu U pedbeHka» EneHe bopucoBHe
HuxkonaeBoii.

Jlng mutupoBanus: Puck HacienctBeHHOM naTosoruu pyu DK O: KIMHUYeCKui cirydait

poxneHus pedbeHka ¢ Mykosucimno3omM / E. A. Komsiosa, C. C. lepsouna, E. B. KynpsiB-
ueBa [u ap.] // Bectouk YIMY. 2023. Ne 4. C. 27—39. EDN: https://elibrary.ru/RZYTVZ.
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The Risk of Hereditary Pathology During
In Vitro Fertilization: A Clinical Case of the Birth
of a Child with Cystic Fibrosis

Ekaterina A. Kopylova'®, Svetlana S. Deryabina’, Elena V. Kudryavtseva’®,
Olga V. Lagutina*, Vladislav V. Kovalev’

1.3:5 Ural State Medical University, Ekaterinburg, Russia
=4 Medical Center “Health Care of Mother and Child”, Ekaterinburg, Russia
24 Institute of Medical Cell Technologies, Ekaterinburg, Russia

P katya080598@yandex.ru

Abstract. The risk of having a child with a monogenic disease cannot be excluded for
any family. However, in a population of couples suffering from infertility, the frequency of
heterozygous carriage of a monogenic pathology is higher than in a population with nor-
mal fertility. For example, a number of studies have proven the assotiation between male in-
fertility and the carriage of pathogenic variants in the CFTR gene associated with cystic
fibrosis. The purpose of the study was, based on a clinical case, to demonstrate the impor-
tance of testing for carriage of pathogenic genetic variants in the CFTR gene in married
couples seeking assisted reproductive technologies (ART). For the analysis, medical docu-
mentation of the proband child and his parents were used. In a couple with confirmed
male factor infertility, as a result of in vitro fertilization (IVF), a child was born who was
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diagnosed with cystic fibrosis at the age of 8 months (despite a negative result of neonatal
screening). The child’s father’s sister also has cystic fibrosis, but the results of her genet-
ic testing were not available. Preconception examination did not reveal common pathoge-
nic variants in the CFTR gene in the father of the child; this study was not carried out on
the mother of the child. The child’s diagnosis was confirmed by sequencing of the CFTR
gene (2 pathogenic genetic variants were found in the compound heterozygous state: G194R
and F508del). Subsequently, the mother was confirmed to be a carrier of the most common
pathogenic variant of the CFTR gene — F508del, and the father, was a carrier of a rare var-
iant G194R. Our observation illustrates the difficulty of diagnosing cases of cystic fibro-
sis and identifying carriers of this disease due to the large number of pathogenic variants
of the CFTR gene. Professionals should be actively alert to the risk of having a sick child,
especially in families with cases of the disease in relatives.
Keywords: cystic fibrosis, infertility, IVF, ART, preconception care
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C KaxIIbIM TOJIOM B MUPE pacTeT YMCJIO Tlap, y4aCTBYIOIIUX B ITPOrpaMMax BCITO-
MOraTeJIbHBIX PeNpPOayKTUBHBIX TexHojoruii (BPT). OTo cBI3aHO CO MHOTMMU
MPUYMHAMU: pacTyllieit yactoToil 6ecrionust (B Poccuu yactora Gecruionust Ko-
nebiaercst ot 17,2 % no 24 %), mo3gHUM BCTYIICHUEM B Opak, a 3HAUYMUT, U O3/ -
HUM JIETOPOXKACHUEM, XKeJJaHUEM TTOJTYYUTh MaKCUMaJIbHbIE TApAHTUU POXKACHUS
3I0POBBIX AETEH, 0COOCHHO MPY HAJTUYUHU OTITOLIEHHOTO CeMEIHOTO aHaMHe3a,
(pMHAHCOBO-3KOHOMUYECKOI JOCTYMHOCTbIO 3TUX Mpolenyp u ap. [1-3].

Puck poxaeHust pedbeHka ¢ MOHOTEHHBIM 3a00JieBaHMEM HEJIb3s1 UCKIIIOUNTh
HM 11 ofHOM ceMbu. OnMHAKO B MOMYJISIIUM CEMEMHBIX Map, CTpaarolux oec-
TJIOIUEeM, YacTOTa reTePO3UTOTHOIO HOCUTEILCTBA MOHOTEHHOI MaTOJOTUM 3a-
METHO BBIIIIE, YeM B OMYJISILIMU C HOPMAJIbHOI (ePTUIIBHOCTBIO, T. K. HEKOTOPbIE
MaTOreHHbIe TeHETUYEeCKUE BaAPUAHTBI HE TOJIbKO ACTEPMUHUPYIOT MOHOTEHHbIE
3a00J1eBaHUSsI, HO M CAMM MOTYT YBEJIMYUBATh BEPOSITHOCTD Oecriionus. Tak, B cu-
creMatuueckoM 0o3ope b. JIxx. XptoctoHa u ip. (axea. B.J. Houston et al.) [4] oru-
CaHbI B 001IEl CTOXHOCTU 0KO0JI0 120 reHOB, KOTOPbIE ObUIM C Pa3HOU CTENEHbIO
JIOCTOBEPHOCTH CBs13aHbl co 104 heHoTUIIaMU Oecruionusi. Hampumep, B psiie uc-
CJIeI0BaHMI TOKa3aHa CBSI3b MYXKCKOT0 OECTUIOAMS C HOCUTEIHCTBOM MAaTOT€HHBIX
BapUaHTOB B T'eHEe, OTBETCTBEHHOM 3a CUHTE3, CTPYKTYPY M (DYHKIIUIO OeJiKa TpaHC-
MeMOpaHHOTO peryJisitopa poBoauMocTH (ares. Cystic Fibrosis Transmembrane
Regulator, CFTR), B T.4. F508del — ogHOI1 U3 Ma>KOpHBIX MyTallUil, TIPUBOJS -
el K pa3BUTHIO MyKoBuciuao3a (MB). BpoxxneHHoe 1ByCTOpOHHEE OTCYTCTBUE
CEMSIBBIHOCSIIIIUX TTPOTOKOB MOXET KaK BXOAMTh B CUMIITOMOKOMILIeKc M B, Tak
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U IIPEICTaBIISITH COO0I CAMOCTOSITEIbHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHME,
XapaKTepu3yIollleecsI a300CIepMUeii ¢ COXpaHEHHEM CIlepMaToreHesa [5]. AHa-
JIOTUYHBIC IIPUMEPHI U3BECTHHI 1 B OTHOIIEHUH T€H-aCCOIUMMPOBAHHBIX IIPUINH
JKeHcKoro becrutonus [6].

MyKOBUCIINIO3, MU KUCTO3HBIN (propo3 (ares. Cystic Fibrosis, CF), — omro
13 CaMBIX pacIIpOCTpaHEHHBIX HACIIEACTBEHHBIX 3a00JIeBaHNIA, O0YCIOBIEHHOE 13-
MeHeHUsIMU B reHe CFTR. Kak 1 O0JIBIIMHCTBO HACIEACTBEHHBIX 3a00I¢BaHUIA,
MB HacnenyeTcs 10 ayToOCOMHO-PELIeCCUBHOMY THUITY. Pe3ynbraTroM n3MeHeHU
redHa CFTR v HapylIeHHsT pabOTHI COOTBETCTBYIONIETO OeJIKa SIBIsIeTCI TUCPYHK-
LIMsI XJIOPHBIX KaHAJIOB, PACIIOJI0XEHHBIX B KJIETKaX 3K30KPUHHBIX Xele3, 4TO
BBI3BIBACT IETHUApATALIMIO ITIOBEPXHOCTU CEKPETOPHOIO SIUTENINS 1 YBEINISHUE
BSI3KOCTH c1u3u. IlaTonornueckuii mpouece XapaKTepru3yeTcsl XpOHNIECKOit Jie-
TOYHOI 0OCTpyKIMEeH M MHGEKIUSIMH, HEAOCTATOYHOCTHIO ITOIKETYIOUHO XKe-
JIe3bl M MYyXKCKUM OecrutogueM. Takske B IpoliecC BOBJICUSHBI II€YeHb, CIIOHHBIC,
TTOTOBBIC U TIOJIOBEIE XeJie3kl [7; 8.

B Hacrosmiee BpeMst B Poccun cKpMHMHT Ha T€TEPO3UTOTHOE HOCUTEIBCTBO
MOHOT€HHBIX 3a00JIEBAaHUI HE BXOAUT B IIepedYeHb 00513aTEIbHBIX UCCICIOBAHUI
HU B 001Ie# monyJsiliui HOBOPOXIEHHbIX, HU B mporpamMmax BPT. KoHcynbra-
LI1sI Bpaya-TeHeTUKA U ITOCTIeAyIolIee MeINKO-TeHeTHIeCKOe 00CIeIOBaHNE MO-
I'yT OBITh Ha3HAYEHEI B CJIydyae HaJTnJus:

*  XOTSI OBI Y OMHOTO M3 MAapTHEPOB WJIM MX IETeil XpOMOCOMHBIX WM Te€H-

HBIX HApYILICHUA;
*  XOT$ OBl y ODHOTO 13 ITAPTHEPOB ACTeli C BPOXKICHHBIMU IIOPOKAMHU Pa3BH-
TUS U (UJIM) YMCTBEHHOM OTCTAIOCThIO;

*  KPOBHOPOACTBEHHOIO Opaka.

Taxcke MeTMKO-TeHeTHIeCKOe KOHCYJIbTUPOBAHME MOXKET OBITh ITOKA3aHO P
OecIUIoaUM HESICHOTO TeHe3a, IPUBBIYHOM BBIKUIBIIIE, TIOBTOPHBIX HEYIAUHBIX
IMOMBITKAaX IIEPEHOCA HATUBHBIX WA Pa3MOPOXEHHBIX SMOPHUOHOB, TSLKEJIBIX Ha-
pYIIEHUSIX cIiepMaToreHes3a y MmyxxuuH [3]. MHbIMU ciioBaMM, IIpU OTCYTCTBUU
(beHOTUIIMYECKUX ITPOSIBICHUI TeHETUISCKNX AeBUALIMI MM OTSITOIIEHHOTO Ce-
MEIHOro aHaMHe3a MeINKO-TeHeTUUeCKOe UCCIeI0BaHNE CYIIPYKECKIX I1ap ¢ Oec-
IUIOAVIEM MOXKET He MPOBOMUTECS. I1pu 3TOM BEpOSITHOCTH POXKIEHUSI OOJIBHOTO
pebeHKa B TaKOM ceMbe BBIIIE, YeM B OOIICH ITOMYISIIMM.

Ileab uccaenoBannsi — Ha OCHOBAHMU pa3dopa KIIMHUYECKOTO Caydasl Mmpo-
JIeMOHCTPHPOBATh BaXKHOCTb TECTUPOBAHMS CYIIPYKECKMX Map, HaIllpaBIeHHBIX
Ha npoBefaeHne BPT, Ha HOCHTEIHCTBO ITATOTEHHBIX T€HETUYECKIX BapMAHTOB
BreHe CFTR.

Martepuajsl 1 MeToAbl. B cTaThe MpencTaBieHO PEeTPOCIEKTUBHOE OMMCAHUE
KJIMHUYECKOIO CIydasi, MILUTIOCTPUPYIOIIETO BaXKHOCTh KOPPEKTHOIO U MaKCH-
MaJIBHO ITOJTHOTO COOpa aHAMHECTUYECKNX TAHHBIX Y OyIYIINX POAUTEICH B LENISIX
CBOEBPEMEHHOTO Ha3HAYEHMsI TECTUPOBAHMS HAa TETEPO3UTOTHOE HOCUTEILCTBO
HacJIeACTBEHHOTro 3aboeBaHus. [ aHaIM3a UCIIOIb30BaINCh aMOYyIaTOPHBIC
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KapThl ¥ BBIIIMCKY U3 CTallMOHApa pedeHKa-mmpobdaHaa u ero pogureieid. Ilomy-
YeHO COTIJIacHe POAUTEJIe Ha HayYHYIO MyOJIMKAIIMIO IIPY UCITOIb30BaHUM TaH-
HBIX B IeIIepCOHN(ULMPOBAHHOM BHUIE.

Pe3ynbraTsl (mpeacTasienne KIMHMYECKOro ciaydas). Cympyxeckas Imapa oopa-
TWJIACh B MEAULIMHCKUIA LIEHTP MJIsS IOATOTOBKHU K 3KCTPAKOPIIOPaIbHOMY OILIO-
notBopeHnio (DKO) B ¢BsA3M ¢ 1uTeNbHBIM OecrimogreM B Opake. Ha MmoMeHT
KOHCYJIBTUPOBAHMSI 000MM CYyIIpyTraM ObuUIO 110 40 JIeT, IJTUTeIbHOCTD O€CILIONMS
B Opake mpuOImKaiach K 19 romam. Y XXeHIIMHBI OTMEYEHO HATMINE COMAaTHIC-
CKMX 3a00JIeBaHUII: XpOHUYECKOTro MueioHe(pruTa 1 MOYeKaMEHHOM 00JIe3HHI
(omepaTUBHOE JIeUeHNE B aHaAMHe3e). | MHeKOoJIornyecKnii aHaMHe3 OBLI OTSITO-
IIICH OIlepaTUBHBIMU BMEIIIATeIbCTBAMMU: JIATIAPOCKOIIMYECKOM TYOSKTOMUEH ClleBa
(TIpaBast MaTo4YHasI TpyOa IIpH 3TOM ObLIA IIPOXOAMMA, YTO ITOATBEPXKICHO TUCTe-
pocanbnuHrorpadueii), pe3eKuneil IpaBoro SMYHNKA B CBSI3U C KUCTO3HO-(hH-
OPO3HBIM 00pPa30BAHUEM.

ComaTrU4eCcKHU 300POBBI CYIIPYT KOHCYJIBTUPOBAaH aHIPOJIOTrOM. AHAINU3 CIIep-
MBI, IPOBEACHHBIN IBAXKIbI, CTAOMIBHO YKa3bIBaJl Ha a300CIIEPMUIO (OTCYTCTBUE
CIIEpMaTO30MI0B B 35IKyJIsATe ). I1p1 cOope ceMeiHOTo aHaMHe3a BBISICHIIOCH, UYTO
MJIaJIIIAask POMHAsI CeCTpa MYKIMHBI 00JIbHA MYKOBHUCIIMIO30M, OMHAKO B HACTOS -
11Iee BpeMsI OHa HeAOCTYITHA ISl 00C/IeIOBaHMSI, T. K. IIPOKMBAET B IPYTOil CTpaHe
¥ KOHCYJIBTUPYEMBI He MMEeT Ha PyKax pe3yJIbTaTOB €€ MOJICKYISIPHO-TeHETH -
YeCKOro TecTupoBaHus. 110 UTOry KOHCYIbTallMi U B CBSI3U C YCTAHOBJICHHBIM
IMArHO30M «OJIUTOCIIEPMUSI, O0TYypallMOHHASI a300CIIEPMHUSI», B COOTBETCTBUU
¢ KIIMHUYECKUMM PEKOMEHIAIIMSIMU 110 MY>KCKOMY OecIIonuio [9], MykauHe pe-
KOMEHIOBaH FeHeTUIECKII TeCT — IMOMCK MuKponeienuii AZF-mokyca (pakTop
azoocriepMuu — auen. Azoospermia Factor) Y-xpomocombl. Takxke B CBSI3U C OTSI-
TOIIEHHBIM T'eHeaJJOrMYeCKM aHaMHe30M (CHOJIMHT C JUaTHO30M «MYKOBUCIIH-
II03») 1 B LEJISIX NICKJIFOYEHUSI TeTePO3UTOTHOTO HOCUTEILCTBA 3TOI0 3a00JIeBAHUS
MalMEHTY PEKOMEHIOBAaHO IIPOBEACHNE TeHETUIECKOIO TECTUPOBAHUSI C TIOMO-
IILIO TOCTYITHOM TTaHeNn 9acThIx BaprnaHToB reHa CFTR (NM_000492.3), mipen-
CTaBJICHHBIX B 00ILIepoccuiickoii manenmu 2016 r.:

Dele2,3 R347H G542X 2184insA 3732delA
G85E 1078delT G551D 2183AA-G 3821delT
621+1G>T 1507del R553X 2789+5G>A | 3849+10kbC>T
R334W F508del 1717-1G>A R1162X WI1282X
R347P 1677delTA 2143delT S1196X N1303K

11 UICKJTIOYeHUs] APYrOil HACJIeICTBEHHOM MAaTOJOTMU, B YACTHOCTU XPOMO-
COMHBIX TIepeCTPOeK, 000MM CYIIpyraM Ha3HAuYCH aHaJu3 KapuOTHUIIA.

B pesynbpTaTe mpoBeneHHBIX 1a00paTOPHBIX UCCIEI0BAHUI Y CYIIPYTOB yCTa-
HOBJIEHBI HOPMaJIbHbIE AUTUIOUIHBIA 3KeHCKM I (46,XX) 1 TUTTJIOMIHBIN MYKCKOM
(46,XY) KapUOTHUIIBI, JOTIOJTHUTEJIBHO Y ITApTHEPA OTMEYEHO OTCYTCTBME MUKPO-
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neneuuit B tokycax AZFa, AZFb, AZFc Y-XpoMOCOMBI U OTCYTCTBUE HOCUTEJIb-
CTBa 25 YacThIX IeHeTUIeCKIX BapruaHTOB B reHe CFTR, acCOLIMMPOBAHHOM C pa3-
BUTHEM MYKOBHCLIHMIO3a (IIe€peYeHb BHIIIIE).

[TockombKy M3MEHEHUI B IOC/IEIOBATeIbHOCTY T'eHa, OTBEYAIOIIETO 32 MyKO-
BUCLIMAO03, y MAllIEHTa C OTSTOIICHHBIM CeMEMHBIM aHAMHE30M B XOJI¢ IIPOBE-
IEHHOTO MCCJIeIOBaHUs He OOHAPYKUJIOCh, €T0 CYIIPYre MOm00HOe 00CIenoBa-
HUe IIPeIJIOKEeHO He OBLIO.

IIo okOHYAaHUM IUIAHOBOTO OOCJIEIOBaHMS CyIpyroB mpoBeneHo DKO ¢ uH-
TpauMTOILUIa3MaTuIeCKol nHbeKInel cnepmatosonna (MKCH) — co BTopoii mmo-
IIBITKY Y KOHCYJBTUPYEMOM HACTy1Ia OepeMeHHOCTh. TedeHrne 0epeMeHHOCTHI
OBLIO OCITOXKHEHO IreCTallMOHHBIM CaXapHBIM I11adeToM (KYITMPOBaH AUETOI), 3a-
IePKKOI pocTa IUIoAa, HEAOCTaTOUHOCTHIO MAaTOYHO-IIIALIEHTAPHOTO KPOBOTOKA
la crerienu B 3 Tpumectpe. B cpoke 38—39 Henenb recraiiuy y XeHIIMHBI TPOM-
30IIUIO TIPEXKIEBPEMEHHOE M3IUTHE OKOJIOIUIOAHBIX BOM, B CBSI3M C 3TUM ITalll-
eHTKa ObI1a HatrpaBiieHa B O0iacTHOI nepuHaTanbHBIN HeHTp (ExatepmHOypT),
e MPOBEIeHO POIOBO30YKICHNE, a gaiee (B CBSI3U CO CIa0OCThIO POIOBOIL Ie-
SITEIBHOCTH) — OIepaTUBHOE a0JOMMHAJIBHOE pomopa3pelieHue. Pomuics xu-
BOIL TOHOIIEHHBIM MAIIbYUK IUIMHOM 46 cM, Maccoii 2 320 T, ¢ OLIEHKOIA [0 LIKaJIe
Arrap 8/9 6autoB. B ¢BsI3u ¢ IprcoeIMHEHEM IbIXaTeJIbHBIX PACCTPOICTB, Tie-
PEXOISIIINX B NBIXaTeJIbHYIO HEAOCTAaTOUHOCTD, PeOCHOK IIepeBeieH B OTACICHUE
IMaTOJIOIMH HOBOPOXKIACHHBIX, OTKYIA BBIIMCAH IOMOM Ha 17 CYTKU C MarHO30M:
«CHUHIPOM IbIXaTeIbHBIX PACCTPOICTB, NbIXaTeIbHAsI HEIOCTATOYHOCTD 2 CTeTICHU
(KyrmmpoBaHa); 1epeOpanbHasi MIIeMUsT CPEIHEN CTEIIeHN, OCTPhIN IIepUOI; T1a-
TOJOoTMYeCKasl YOBIIb MacCH Tea (KyIMMpoBaHa); Majblii K CPOKY IeCTallui BeC,
(pyHKIIMOHATILHOE OBAJIbHOE OKHO; IIEPUHATAIbHBIN KOHTAKT I10 renatuty C». [1pu
5TOM pe3yJIbTaThl HEOHATAJBHOTO CKPMHUHTIA, BKIIFOYAIOIIEI0 MYKOBUCIIAIO3,
y pebeHKa ObUTH B HOpMe: UMMYyHOpeaKTUBHBIN TpuricuH (MPT) — 38,2 Hr/mi.

Co cnoB Matep, y peOeHKa IMPaKTUIECKU C POKIACHMUS OTMEJAICS eXKEIHEB-
HBII Kalleab (OT IIOBEPXHOCTHOTO IO IMIPUCTYII000pa3Horo). B cBsi3u ¢ aTuM ce-
Mb$I HEOMHOKPATHO 00palllajaach B IETCKYIO MOJUKIMHUKY IT0 MECTY KUTEJIbCTBA,
e IIPOBOAMIIOCH aMOyIaTOpHOe 00CIeJ0BaHIE MaJIbUYMKa 1 JICUeHUE Y HeTO PU-
HoapMHTUTa 1 KOKJIIoIIa. B omrH 13 nepronoB 000cTpeHs 3a001eBaHUSI ITOCTIe
aMOyJIaTOPHOTO 00CIenoBaHMS Yy peOeHKa JUarHOCTUPOBaH OCTpPhIil rermatut C,
nuroMeranosupycHast (LIMB) nHdexkuus u cuHapoM uutoausa. B onoxumuue-
CKOM aHaJI13e KpoBY OOHAPYKEHBI ITOBBIIIICHHBIC 3HAYCHUS acllapTaTaMIHOTPaHC-
depassl (ACT), anannaamunoTtpancdepassl (AJIT) n obmrero ormmpyonHa. [1pn
YIOBIIETBOPUTEILHOM ITUTAHUM J10 6 MECSILIEB Y peOeHKa ObLIa ITOIOXUTEIbHAS Be-
coBas KpuBasi, Jajee — oTpunaTenabHast. [IpuMepHo B 3T0 Xe BpeMsI (B BO3pacTe
6 MecslLeB) KallleJib y pebeHKa cTall yalle, HabIogaIoCch exXeIHEBHOE MOBbIILIEe-
HHe TeMIIEpaTyphI Tejda 10 CyodpeOpmIbHBIX U@ P, ITOSBIIOCH 3aTPYTHEHUE TbI-
XaHMWSI, YaCTHI MaJIOIPOAYKTUBHBIN Kalllelb, BEIpaXeHHAasl BSUIOCTh, CJ1a00CTh,
otka3 oT ennl. [locie ocMoTpa meauaTpoM B JOMAIIHMX YCIOBUSX PEOCHOK Ha-
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MpaBJIeH Ha TOCIIUTAIM3AIIMIO B TOPOACKYIO NIeTCKYIO OobHUITY. COCTOSIHIE Ha MO-
MEHT MOCTYIUICHUS OBUIO TSKEI0e 32 CUeT CYOKOMIIEHCMPOBAHHOM OCTPOI ObI-
XaTeIbHOM HEAOCTAaTOYHOCTH, META00IMISCKUX 1 DJICKTPOIUTHBIX HapYIICHUI,
TUIIOBOJIEMUH, SJIEKTPOJIUTHOTO AucOanaHca. B mepBble xke CyTKu peOeHOK mepe-
BEIICH B peaHNMAallMOHHOE OTAeJICHUE, e Ha (POHEe MHTCHCUBHOM TepaIlny I10sI-
BUJIACH MOJIOKUTEJIbHAS TMHAMUKa. [1poBeneHbI 3a0UHbIe KOHCYJIBTAIIUH C ITyJIb-
MOHOJIOTOM 1 T€HETUKOM.

B BrITIIICKE 13 icTOpuM 00JIe3HM peOeHKA B Bo3pacTe 8 MecsieB (IIpreM Bpa-
Yya-TeHeTHUKAa) YKa3bIBaeTCs, YTO IICMXOMOTOPHOE pa3BUTHE peOeHKa 0e3 0COOCH-
HOCTEI1, allIeTUT XOPOIINiA, TeJIOCIOKEHNE ITPOITOPLINOHAILHOE, BCKAPMIIMBAHUE
HMCKYCCTBEHHOE, IIPUKOPMEI IT0 BO3PACTY; CKEJIETHBIE, YePEITHO-MO3TOBEIE MUKPO-
AHOMAJIMH WX BPOXKICHHBIE IIOPOKH Pa3BUTHUSI OTCYTCTBYIOT; HApYy>KHbBIC IIOJIOBEIC
OpPTaHBI 110 MY>KCKOMY THILY, 0€3 0COOeHHOCTEH. I1p1 3TOM ¢ y4eTOM 371eKTPOJIUT-
HBIX HAPYLLIEHUI 1 HAJIMUUSI B ceMbe 001bHOro MB (TeTst pebeHKa 110 OTLIOBCKOM
JINHUM) PEKOMEHIOBAHO IIPOBEACHIE MOJIEKYISIPHO-T€HETUIECKOTO CCIISIOBA -
HUSI Ha MYKOBUCLIIO3. B pe3yiabTaTe mpoBeAeHHOIO aHalM3a Ie30KCUPUOOHY-
kJiienHoBoM kucaoThl (JIHK), BbiaeieHHOM’ 13 LIeIbHOM KPOBU peOeHKa, METOI0M
MIPSIMOTO M 00paTHOTO ceKBeHMpoBaHUs 27 3Kk30HOB reHa CFTR B HyKJICOTH/I-
HOI IIOCJIeI0BATEIbHOCTY OOHAPYKEHHI 2 MAaTOreHHBIX TeHETUIEeCKIX BapraH-
Ta B KOMITAyHI-TeTepo3UTOTHOM cocTosTHUN: ¢.580G>A (p.Glyl194Arg, G194R)
nc.1521 1523delCTT (p.Phe508del, F508del).

BapuanT nyxkireoruaHoi#t mociaegoBaTenbHocT F508del xopoio n3BecTeH —
9TO caMBbIif YacTHIN TTaToTeHHBIN BapuaHT B TeHe CFTR [8; 10]. Bropoii BapmaHT
(c. 580G>A) gaBnseTcsT peIKNM, B KOHTPOIBLHOM BEIOOpPKe ba3wl maHHBIX arpera-
mum reHoMoB (anen. The Genome Aggregation Database, gnomAD) He 3aperu-
ctpupoBaH [11], omHako onmcaH B 6a3e naHHBIX CFTR2, rme ¢ 2020 1. yka3aH Kak
naToreHHbI [10].

It yTOYHeHUST XapaKTepa HacjedoBaHUSI OOHApyXeHHBIX BapMaHTOB Ma-
Jiee TIpoBeAeHO o0cIef0BaHNe O00MX POIUTEIICH IpobaHIa — CEKBEHUPOBAHME
1o CaHrepy — I HOOTBEPXKISHMS HAJTMIKS BBISIBJICHHBIX TeHETUIECKIX BapraH-
TOB. YCTaHOBJIEHO, 4YTO BapuaHT ¢.580G>A yHacenoBaH peOeHKOM OT OTIa (3TOT
BapuaHT HE BXOAWJI B CIIMCOK YaCThIX MyTalluii, 00cief0BaHIE Ha HOCUTEIbCTBO
KOTOPBIX OBLIO MPOBEACHO MYXXUMHE BO BpeMsI moaroToBku K DKO), a BapuaHT
F508del — ot marepu, KoTopast He ObLIa HallpaBjieHa Ha TCHETUIECKOE TECTH-
pOBaHUE II0 TeTEPO3UTOTHOMY HOCUTEILCTBY HACIEACTBEHHOM MaToNoTum. s
MIPOBEICHUS TaIbHEHUIIIETo 00CIe0BaHUS 1 JIeUeHUs peOCHOK IePeBEICH B ACT-
CKYy0 obJiacTHY10 6onbHULY. ITpu oOcenoBaHuM B 0011eM aHaJIM3e KPOBU BbISIB-
JIeHa TeHACHLs K HeUTPONeHUU 1 TUM(OILIUTO3Y, B OMOXUMUISCKOM aHAIIN3e
KPOBH — IIOBBIIIIEHHBIE 3HAYCHUS IIe4eHOUHBIX TpaHcamuHas3 (ACT — 88 ME/x,
AJIT 92 — ME/n) u xnopunos (110 MM/11), TEHISHLINS K TUTIEPHATPUEMUN (YPO-
BeHb HaTpusI — 140 MMOJIB/JT (BEpXHSIS TPAaHUIIA HOPMBI)) M TUITOKAIueMuu (Ypo-
BEeHb Kaus — 4,85 MMOJIb/J1 (HYDKHSISI TPaHUIIA HOPMBI) ), HE3HAYNUTEIbHOE IIOBBI-
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meHue C-peaktuBHOTO Oeka — 0,52 mr/a (Hopma mo 0,50). I1pu aHanmm3e KpoBu
Ha UMMYHOIIIOOY/IMHEI (Ig) oOHapyXeHb! IoBhIIIeHHbIe 3HaYeHus IgM (1,40 r/1),
YTO YKa3bIBaJO HA OCTPhI MH(PEKIIMOHHBIN POIecC, OOIINIA aHAIN3 MOYM IIPU
5TOM OcTaBaJicsl B HopMe. I1poBeneHHOe KOIIPOIOTUYECKOe UCCIeTOBaHNE HE BbI-
SIBWJIO IIPU3HAKOB CTeaTOPEer — YPOBEHb ITAHKPEAaTUUECKOM 3J1aCTa3bl He IIPEBhI-
cwt 500 MKT, 9TO COOTBETCTBYET HOpMe. MeXmy TeM pe3yIbTaThl IIOTOBOTO TeCTa,
IBaXXIbl IIPOBEICHHOTO C IIOMOIIBIO CUCTEMBI CTUMYJISILIMY 1 KOJUISKIINH TI0Ta
Macroduct (ypoBeHb XJIOPUIOB — 96 MOKB/J1 1 74 MOKB/J1), HE OCTABUJIA COMHE-
HUI B IMArHO3¢ «MyKOBUCIIIO03» (B HOpME 3TOT II0Ka3aTeIb COCTABIISIET MEHee
40 makB/m1). I1o pesynpraram KomibioTepHoit Tomorpaduu (KT) opranos rpymn-
HOM KJIETKM pebeHKa JaHO 3aKJIIOYEHHE: «MYKOBUCLIMAO3, TPU3HAKA XPOHUYE-
CKOI'0 BOCITAJIMTEILHOTO IIpoliecca B ITapeHXUMe JISTKUX (IBYCTOPOHHUIN PUHO-
cuHycut)». [1pu mpoBeneHNN yabpTpa3ByKoBoro uccienoanus (¥Y3W) opraHoB
OPIOIIHOI ITOJIOCTH OOHAPYKEHBI 11 Gy3HbIE N3AMEHEHUS B ITApEHXUME TTOIKe-
JIyIOYHOM KeJIe3bI, CIZICHOMETAIHSI.

Bo BpeMs TpoBeneHMS 1OOOCIeI0OBaHMS YCTAaHOBICHO, UTO HA OIMCAaHHOM 3Ta-
I1e TeYeHMs 3a00JIeBaHUS IIPEBAIMPYIOT HAPYIICHUSI B OPOHXOJETOUHOM OTIEE,
OTHAKO B MATOJIOTUYECKHI IIPOIIECC YK€ BOBJICUSHBI AbIXaTeIbHAS 1 IUIIeBapH-
TeJIbHAsI CUCTeMbI, B YaCTHOCTH OTMEUEHBI peaKTUBHbIC U3MEHEHUS B TKAHSIX II€-
YeHU 1 MOIKEIyT0IHOM XKee3bl. Takum 00pa3oM, IMarHo3 «MyKOBHUCIIUI03» ObLT
MMOATBEPKACH, MALIMEHTY PEKOMEHIOBAaHO NUCITAHCEPHOE HAOIIOACHNE B LICHTPE
MYKOBHCIIAIO03A.

Oocyxnenne. B Poccuu BBIIEISTIOT HECKOJIBKO IpyIIIl pricKa 1o M B; ocHoBHast
B HACTOSIIee BpeMsI BKIIIOUAeT B Ce0sI HOBOPOXKIESHHBIX C HEOHATAIbHOM TUTIEP-
TpurnicuHoreHeMueii. Ko BTopoii rpyriie OTHOCSTCS JTIOOU ¢ XpOHUYECKUMU 3200~
JIEBAHUSIMU, UMEIOIINMMU CXOXKYIO KIIMHNYeCKyIo KapTuHy ¢ MB [8; 12]. Tpetnio
IPYIITy pUCKa COCTABJISIIOT JIN1IA, SIBJISTIOIINECS OJIM3KUMU 1 JaTbHUMU POACTBEH-
HUKaM# 00JbHBIX M B, B TIepByIo odepean cuocH [8].

TaxuMm 00pa3oM, ¢ y9eTOM JaHHBIX T€HEaJOIrMIeCKOT0 aHaI3a CEMbH CYIIPY-
JKecKasl I1apa M3 paCCMOTPEHHOIO KIIMHMYECKOTO CTydast OTHOCHUTCS K KaTeTOpUM
00s13aTeIbHO 00C/IeIyeMbIX IAlIMEHTOB Ha HAJTMYME T€TePO3UTOTHOIO HOCUTEIh-
CTBa MOHOTEHHOTI'O PELIECCUBHOIO 3a0oneBaHuss — MB — B Liesix onpeneneHus
MMOKa3aHUH IS IIPOBEACHMS IIPEUMILUIAHTAIIMOHHOTO TeHETUIECKOTO TECTUPO-
BaHUSI HA MOHOTeHHbIe 3a0osieBaHus (III'T-M). B paccmaTpuBaemMoM cityyae cy-
MIPYTY OeMCTBUTEIHHO OBLIO IIPEIIOKEHO 00CIeI0BaHNe HA HOCUTEIBCTBO MyTa-
it BreHe CFTR B COOTBETCTBUHU C KIIMHUYECKMMHU peKOMEHIAIIUSIMH « MyKCKoe
oecrurogue» [9], omHAKO BEIOOP METOIA MCCIICA0BAHUS OKA3a/ICsI HEKOPPEKTHBIM.
CoryacHO poIOCIOBHOI CeMbH (PUCYHOK), BEPOSITHOCTh T€TEPO3UTOTHOTO HO-
CHUTEJILCTBA 3a00JIeBaHUS Y CYIIpyra paBHa 2/3 (mIoJisi HOCHUTeNel cpenu 300po-
BBIX CUOCOB OOJIbHEIX), T. €. 66,7 %. BepoaTHOCTh HOCUTEIBCTBA MyTALIUU B Te€HE
CFTR y cynpyru okoJio 5% ¢ y4eTOM 4acTOTHI FeTepO3UTOTHOIO HOCUTEILCTBA
B o01Iei oy [8].
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115, I113 — cyyan MykoBUCLIMI03a B pOAOCI0OBHOM; [13 — reTepo3uroTHblii HOCUTEb MATOTEHHOTO
BapuaHTa CFTR F508del; 114 — retepo3urotHbiii Hocutesb BapuaHTa CFTR ¢.580G>A

Puc. PogocnoBHasg ceMbu:

ITpu npumenenuu I1I'T-M npodunakTrka poxaeHus: pedeHKa ¢ MOHOT€HHBIM
3a00J1eBaHMEM MPOUCXOAUT MaKCUMAaJIbHO paHO — A0 HACTYILJIEHUSI OepeMEHHO-
cti. OJHAKO reHeThYecKasi FeTeporeHHOCTh OOYCIOBAMBAET CAOXHOCTD MOMCKa
HOCHUTEJICH, YTO IIPEISITCTBYET BO3MOXKHOCTHU OIIPeIe/ICHUS ITOKa3aHUI K IIPOBE-
JIEHUIO TIPEUMITJIAHTALlMOHHOM IMarHOCTUKM 3MOpuoHOoB Tiepen DKO.

CorylacHO KIIMHMYECKUM PEKOMEHAALIMSIM MEXXKIyHAapOAHbBIX ITPO(heCCUOHAb-
HBIX co00111eCcTB (AMEpUKAHCKUI KOJUIEAX aKyllepcTBa U TUHEKOJOruu (aHen.
American College of Obstetricians and Gynecologists), AMepHUKaHCKHI KOJIJIESIXK
MEeIULMHCKON TeHETUKM U TeHOMUKY (axen. American College of Medical Genetics
and Genomics)) «CKpUHUHT HA HOCUTEJILCTBO TEHETUYECKNX COCTOSTHU», pe-
KOMEHI0BaHO MH(MOPMUPOBATH O BO3MOXHOCTH 00CeI0BaHUS Ha HOCUTEb-
crBo mytauuii CFTR Bcex null, TUIAaHUPYIOIIUX AETOPOXKIACHME, a TakKxke Oepe-
MeHHBbIX [13—15].

Ha nepsom stane npopenexnus JJHK-o6cnenoBanus Ha MB B Menuko-reHe-
TUYECKOM HaydYHOM LieHTpe nMeHu akamemuka H. I1. boukoBa ncrob3yercs ma-
HeJlb, BKJIIOYaoLIas B ceds1 28 Hanbosiee YacThIX B MUPE MAaTOreHHbBIX BAPUAHTOB,
Cpeny KOTOPBIX YaCTh CUNTACTCS CIieupUIHbIMU 11t Poccuu. DTr BapuaHTHI 00-
YCJIOBJIMBAIOT 10 82,5 % MyTaHTHBIX aJUIeJieil B 00LEeN BEIOOPKE 00CIeI0BaAHHBIX
060abHBIX MB. I1pu OTCYTCTBUM YaCThIX ITATOT€HHBIX BAPUAHTOB y 6071bHOr0O MB
Ha BTOPOM 3Tarle IIPOBOIUTCS PaCIIMPEHHBIH ITOMCK 0oJiee peaKUX MyTallUiA, TIpU
5TOM OOBIYHO MPoBOIUTCS cekBeHupoBaHue reHa CFTR [16]. I1poBenenue pac-
mupeHHoro uccnenopanusi reHa CFTR 1103BOJINIIO BEISIBUTh TEHETUUECKIE BaApH -
AHTBHI, IBJIIOIINECS MpUInHO MBy 98 % malireHTOB ¢ MICKOMBIM 3a00/1€BaHUEM
[8]. Hanuyure HeOOIbIIOr0 KOJIMYECTBA MAlMEeHTOB, Y KOTOPbBIX OJHA UJIU IBE MY-
tauuu CFTR He ObUTM UASHTUMUIIMPOBAHBI JaXKe MOC/Ie CEKBEHUPOBAHUSI BCETO
reHa, MOXeT OBITh CBSI3aHO C TEM, YTO IIPU ITPOBEICHNN CEKBEHMPOBAHMS UCCIIE-
IYIOTCSI TOJIbKO KOOUPYIOIINE YYACTKU M YIACTKU FeHa, HeIIOCPEICTBEHHO IIPUJIe-
ralouue K KoonupyomuM. BHyTpeHHMe 0061acTU MHTPOHOB U OTAaJIeHHbIEe 00J1a-
CTU 5’- 1 3’ -peryJsiTOPHBIX PETMOHOB He MOMaaaloT B uccieaoBanue. Kpome toro,
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HEJIb3sI NCKJII0UATh BO3MOXKHbBIE HYKJICOTUIHEIE 3aMEHBI B PETYJIITOPHBIX PETHO-
Hax, pacnonaraiomuxcs BHe reHa CFTR, a Takke peHOKormMM MB, T.e. 3a6071¢e-
BaHMSI CO CXOMHBIMM KJIMHUYECCKIUMM IPOSIBICHUSIMU, HO 00YCIOBJICHHBIE HApy-
LIEHUSIMU B IPYTUX Fe€HAX WIM CpeAOoBbIMU (hakTopamu [16].

BriBoapi. Halire HaOmoneH1e MWUTFOCTPUPYET CJI0XHOCTHA TMATHOCTUKH CIIyda-
€B MYKOBHMCIIII03a 1 BBISIBIICHUSI HOCUTEJIEH 3TOTO 3a00JIeBaHNs B CBI3H OOJIb-
IIM KOJIMYECTBOM ITaTOr€HHBIX BapraHTOB B TeHe CFTR, HeCMOTpsI Ha IITIPOKOE
pa3sHO00pa3re METOI0B MOJICKYIISIPHOM TMarHOCTMKY MOHOTEHHBIX 3a00I1eBaHIIA.
VY crrenimaarcToB OJOJKHA OBITH IIOBBIIIEHHAS HACTOPOXKEHHOCTB I10 IIOBOIY PHCKA
poxmeHus 00JIbHOTO pebeHKa, 0COOEHHO B CEMbSIX, UMEIOIINX CIIydan 3a00JieBa-
HUsI y POICTBEHHUKOB. B ciiydae, eciay n3BeCTHO, 4TO Y OJIM3KOI0 pOACTBEHHIKA
ITHArHOCTUPOBAaH MYKOBUCILIMAO3, U HET PE3yIbTaTOB TEHETUIECKOTO UCCIIea0Ba-
HUS 3TOTO POICTBEHHMKA, IOTEHIIMAIbHBIM HOCUTEJISIM CJICAyeT IpeajiaraTh oI~
HbIit aHamm3 reHa CFTR.

B cBo0 ouepenb, METOIBI IMATHOCTUKM COLIMAIBHO 3HAYMMBIX MOHOT€HHBIX
HAaCJIeACTBEHHBIX 3a00JIeBaHII TOJLKHEI CTaTh PYTMHHO TOCTYITHBIMU [UIST HAaceIe-
HUsI, YTOOBI JOTIOTHUTEJIFHOE 00CIeIOBaHNE 110 IIOMCKY 00JIee peaAKIX MyTallWi,
B T.4. C IPMMEHEHUEM METOIa CEKBEeHUPOBAHMSI, BXOIWIO B IIMPOKOE IIPAKTU-
YyecKoe IIpuMeHeHne. Takum o0pa3oM, IMarHOCTUIECKUI ITOMCK OYIeT IIPOIOI-
2KaThCsI IO JIOTUYECKOro 3aBepiueHus. IloaTBepxkaeHne y poouTelIst craryca re-
TEPO3UTOTHOTO HOCUTEJISI MOHOTEHHOTO 3a00JIEBAHUS 10 3a9aTUs U POXKICHMUS
pebeHKa ITO3BOJIUT BBIBECTU MPOMIIAKTUKY 3TOM MAaTOJIOTUM B CEMbEe Ha HOBBIM
YpOBeHb (IJITaHMPOBaHKUE OEPEeMEHHOCTH), a PAHHSSI JUATHOCTHKA 3a00JIeBaHUS
Y HOBOPOXKIEHHOTO (B ClTy4ae 0TKa3a OT IPEeUMILIAHTAIIMOHHOIO VI IIpeHAaTaIb-
HOTO TeCTUPOBAHMSI) IOMOXKET YIIYUIINTD XKM3HEHHBIN IIPOTHO3 IIyTeM He3aMeI-
JINTEJIbHO HAYaTOM TepaIliu.

be3ycnoBHO, NPeKOHUEIIMOHHBIN CKPUHUHT MOXET OBITh pEKOMEHIOBaH
1 PeTIPOIYKTUBHO 3I0POBOMY HaceeHuo. OnHaKo Iepe IIpUMeHeHEM K Hace-
JICHUIO B IIEJIOM €TI0 MOXHO JIETKO BHeAPUTH B mmpoliecc DKO, BKIIOYNB IPeKOH-
LeTILIMOHHBIN CKPUHUHT B IIPEeABAPUTEIbHYIO IIOATOTOBKY ITAIIMEHTOB K JICUCHUIO
oecrutogus. B ciyyae BRISIBICHUSI IOBBIIIICHHOTO TEHETUIECKOTO PHCKA ITOTPeOy-
I0TCSI He3HAUUTEIbHbIE M3MEHEHHUS B UX PEIIPOAYKTUBHOM JiedeHUHU (HAIlpuMep,
IOMOJIHEHWE CTaHAAPTHOIO IpoTokoja DKO mpenMINIaHTallMOHHBIM Te€HETH -
YeCcKMM TecTupoBaHueM). [1apbl, oOpalatomecs 3a JedeHueM OeCIUIonusl, KaKk
MIPaBUJIO, 3aMHTEPECOBAHBI B ITOJIYICHUHU JOIIOJIHUATEIbHON NHMOPMAIIMI O CBO-
HX PEMPOAYKTUBHBIX PUCKAX, W 3aJada MEIUIIMHCKOIO IIepCcoHaia — HanboJee
IIOJIHO YAOBJIETBOPUTH 3TY MOTPEOHOCTD.
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Annoramus. A. I1. SIctpe6os (1934—2019), 3aBemyronuii Kacdenpoii maToaIornIecKoit
dusnonoruu (1974—2017) u pekrop CBepaI0BCKOrO rOCyIapCTBEHHOTO METUIIMHCKOTO
uHcetutyTa (¢ 1995 1. — YpanbcKoii rocynapcTBEHHOM MEIMIIMHCKOM akanemMun; 1984—
2005), 3a cBOIO MeMarormIecKyro IesITeJIbHOCTb IMOATOTOBIII IECSTKYA KaHIUIATOB U TOK-
TOPOB HayK. [lnuccepTallmOHHBIC MCCIIeI0BaHUS Ha Kadheape 0XBaThIBAIM IIMPOKUIA KPYT
BOIIPOCOB COBPEMEHHOI OOIIECH TMAaTOJIOTUM U MaTOGU3NOJIOTUN. B HEKOTOPHIX M3 HUX
B 70—80-¢ rompl MPOILIOTO BeKa OBbLIN CAeTaHbI ITOMBITKY MaTOTeHETUIECKOTO 000CHO-
BaHWS TaJbHEHIIei pa3padOTKM METOI0B pereHepaTUBHON Teparny ¢ UCIIOJIb30BaHUEM
KJIETOYHBIX TEXHOJIOTUI. B 3TOi cTaThe mpencraBlieH KpaTKUil 0030p AUCCEpPTALIMOH-
HBIX MCCIeAOBaHUI Ha Kadeape maToJIorndeckKoil (hu3noaoTuu Y paabCKOro rocyaap-
CTBEHHOTO MEIUIIMHCKOTO YHUBEPCUTETA, ITOCBIIIIEHHBIX METOAMKAM TPaHCILJIAHTAIlUN
MMMYHOKOMIIETEHTHBIX U CTBOJIOBBIX KJIETOK IUJISI LEJEN SKCIEPUMEHTATbHOMN KJIETOY-
HOI Tepamnuu.
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Abstract. A. P. Yastrebov (1934—2019) — Head of the Department of Pathological
Physiology and Rector of the Sverdlovsk State Medical Institute (since 1995 — Ural State
Medical Academy; 1984—2005). During his teaching career, he trained dozens of doctors
and candidates of sciences. Dissertation research at the department covered a wide range
of issues of modern general pathology and pathological physiology. In some of them, in
the 70s and 80s of the last century, attempts were made to pathogenetical foundatione the
further development of cellular technologies of regenerative therapy. This article provides
a brief overview of dissertation research at the Department of Pathological Physiology of
the Ural State Medical University on the methods of transplantation of immunocompe-
tent and stem cells for the purposes of experimental cell therapy.
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A.TI. fdctpe6oB (1934—2019) — nokTOp MEAULIMHCKUX HayK, Tpodeccop, YieH-
koppecnoHneHT PAH, 3aBeayronuit Kadpeapoit marojsiornyeckoi (pu3nonoruu
(1974—2017) u pextop CBepATOBCKOT0 rocyIapCTBEHHOIO MEIUIIMHCKOTO UH-
ctutyTa (¢ 1995 r. — Ypanbckoii rocygapcTBeHHON MeAULMHCKON aKaaeMUu;
1984—2005) — 3a BCIO CBOIO MEAArOTMYECKYIO AEITEIbHOCTD MOATOTOBU AECSIT-
K1 KaHAUIATOB M JOKTOPOB HayK. JluccepTallMoOHHbIE HCCIeq0BaHUs Ha Kade-
JIpe OXBaThIBAJIU IIUPOKUI1 KPYT BOITPOCOB COBPEMEHHOI 0011Ieli MAaTOJIOTUY U Ma-
TOJIOTMYECKOU (pU3MoJ0TUU. B HEKOTOPBIX U3 HUX OblIa MCIOJb30BaHA MOJEb
TpaHCIIaHTAUK JUMGOLUTOB OT JOHOPA C «BO3MYILIEHHBIM» pelapaTUBHBIM MO-
TEHIIMAJIOM TKaHeil CUMHTeHHOMY pelMnueHTy. B aTux paborax ObLIM paciuund-
poBaHbI JIUM@OIIUTAPHbIE MEXaHU3MbI PETYJISLIMU PEreHePaTOPHbBIX TTPOIIECCOB
B TKaHSX. DTH, BO3MOXHO, HECKOJILKO YCTapeBIINE UCCIIEAOBAHUS CETOMHS MOX-
HO paccMaTpUBaTh KaK MOMBITKY IMaTOreHeTUYECKOTro 000CHOBAHMS ISl TaIbHEel -
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1Ieil pa3pabOTKM METOIOB peTeHePAaTUBHOI TepaITiy C UCIIOIb30BaHNEM KIIETOU-
HBIX TeXHOJIOTHIA.

Lens cTaThyt — IpeACTaBUTh KPATKUI HAYIHO-MCTOPUIECKII 0030p muccep-
TaIlMOHHBIX MCCAeA0BaHNI Ha Kadeape NaToIOTUIeCKOl (pru3noaorun Y paib-
CKOTI'0 FOCYIapCTBEHHOTO MEAUIIMHCKOTO YHUBEPCUTETA 3a ITOCeTHUE 45 JIeT, 10~
CBSIIIEHHBIX METOAMKAM TPAaHCIDIAHTAIIM UMMYHOKOMIIETEHTHBIX 1 CTBOJIOBBIX
KJICTOK IUISI 1IeJIel SKCIIEPUMEHTAIPHOI KJIETOUHON Tepalni.

Ewe B 60—70-¢ rr. XX B. psiIoM aBTOPOB OblIa onmrcaHa MopdoreHeTnyeckas
(byHKIIMSI IMMYHOKOMITETEHTHBIX KJIeTOK. OHa 3aKJIF09aeTCsI B CIIOCOOHOCTH JIMM-
(boMIHBIX KJIETOK TPAHCIIOPTUPOBATh PEreHEePaTOPHYIO MH(MOPMAIINIO B YCIOBU-
SIX aONTUBHOTO nepeHoca |1]. Takoit MeTognyecKuil ITOAXOI TOrIa paccCMaTpy--
BaJICSI KaK MHCTPYMEHT IUISI M3YyYSHMS IMaTOTeHe3a HapyIlIeHHOM pereHepalm.

OnHoI1 13 TIepBBIX PabOT B 3TOM HaIIpaBICHUHU Ha Kadeape cTajia KaHIuIaT-
ckag qucceptaums M. B. IMomyraitno «M3ydenue pon TuM@ONIHBIX KIETOK B pe-
TYJISIHAY TEMOTI033a IIPU 3KCTpeMabHBIX BO3IESHCTBHUSIX Ha opraHu3mM» (1979).
B Heit oH mokaszan ¢eHOMEH CTUMYJISILIMU 3PUTPOII033a Y MHTAKTHBIX PN~
€HTOB TUMOLIMTAMU OT CHHTE€HHBIX TOHOPOB, IIOIBEPTHYTHIX TUTIOKCUIECKOM TH-
mokcuu. KMccnemoBaHust IIpOBOAMINCH Ha 1a00paTOPHBIX KpbIcax TUHUM Wistar,
MMOMEILEHHBIX C [IOMOILBIO 6apoKaMepbl Ha «BbICOTY» 6000 M [2].

B manmpHeiieM MeXxaHM3MBI TAKOTO MEPEHOCA SPUTPOIIOITUIECKOIO CTUMY-
J1a ObLIM pacCMOTPEHHBI B KaHauAaaTcKou aucceptauuu B. B. bazapHoro. Ha Mo-
nmenm xenezoneduumtHoli aHemun (2KJIA) ObII0 TTOKa3aHO, YTO TPAaHCIIJIAHTA-
1I1sI TUMOLIUTOB OT MHTAKTHBIX KPBIC HE BHI3Bajla U3MEHEHUII KPOBETBOPEHUSI
y Xene300e(PUIUTHBIX peIunueHToB. [1oa BIusHueM «ITMIIOKCUIECKUIX» THUMO-
LIUTOB (OT KPBIC, MOABEPrHYTHIX 6-4aCOBOI TMIIOKCUYECKOI T'MIIOKCUM) OTYET-
JINBO OBLIY BUMHBI IIPU3HAKK CTUMYJISIIIAM SPUTPOII033a. DTO IMPOSIBISIIIOCH YBe-
JIMIEHUEM YHMCJIa SPUTPOUIHBIX KJIIETOK B KOCTHOM MO3Te, YTO COIIPOBOXKIAIOCH
YCUJICHHEM B HUX CMHTETMYECKUX IIPOILIECCOB, KOTOPhIE OLICHMBAIM T10 BKIIIOUE-
Huwo B JIHK muenokapnounnToB MedyeHOTo TUMUANHA. OTHOBPEMEHHO YBEJIH-
YMJIaCh KOHIIEHTPALMS TeMOTI00MHA 1 COlepKaHNe PETUKYIOIUTOB B ITepude-
puYecKoit KpoBu. BHeceHe B «TpaHCIUIAHTAT» CYCIIEH3NH CIUICHOLIUTOB (CMeCh
T- 1 B-1uM@doLUTOB) CYLIECTBEHHO HE U3MEHUJIO PUTPONOATUUECKUIA 3(PPeKT,
a CTeNeHb OTBETAa Y PELMIIMEHTOB ObljIa JaXKe HeCKOJbKO HIKe. DTO YKa3bIBaeT,
CKOpee BCETo, Ha TO, YTO IIPEUMYIIESCTBEHHYIO POJIb B CTUMYJISILIUKA 3PUTPOIIOD-
3a urpatot mojyiogsie T-mumdornTel. MHTepeCHBIM B 3TUX 3KCIEPUMEHTAX OKa-
3aJI0Ch TO, YTO TUMUYECKHME KIIETKU OT «KeJe301e(ULUTHBIX>» TOHOPOB HE BbI-
3BIBAJIA Y PELIUIIMEHTOB 3aMETHOI aKTUBAILIMM 3PUTPOMIHOTO KPOBETBOPEHMSI.

B manpHeiieM yCTaHOBIIIM, YTO CTUMYJISIIUS «XKeae301e(pUINTHBIX» THMO-
LIMTOB in vitro HecnenM(GpUIECKUM MUTOTEHOM MPUBOIMIA K YACTUYHOMY BOC-
CTaHOBJICHUIO T€MOII033CTUMYIMPYIONIEH aKTUBHOCTH. BO3MOXKXHO, 3TO CBSI3aHO
C TeM OOCTOSITeJIbCTBOM, UTO MO BAMSHUEM IIPEACTAaBICHHOIO MUTOTEHA YCH-
JIMBAJIaCh IIPOAYKIIMS IIMTOKMHOB KJIETKAMU, B T. 4. 00J1aaI0NInX OypCTIIPOMO-
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TOPHOH (CTUMYIUPYIOIIEH SPUTPOUITHBIC KICTKM-TIPEANIeCTBEHHUKN) aKTUB-
HOCTBIO [3].

[lo3nmHee 5TH BBIBOABI OBLIN IMOATBEPKIACHBI B COBMECTHOM MCCJICIOBAaHUM
¢ 3. UBanosn (anen. Z. Ivanovic), BBITTOJTHEHHOM B benrpagckoMm yHUBepcuUTeTe
(Pecniyonmmka Cepbust), Ha Kpbicax 1uHnM Belgrade, roMo3uToTHEBIE 0COOM KOTO-
pOii XapaKTepu3yIOTCs TSKeloi BpoxkneHHo KA [4].

CTUMYJISILIAIO 3pUTPONI033a JOHOPCKUMU TUMOLIUTAMMU Y PELIUITMEHTOB CBSI3aJIN
C MUTpalLMell TpaHCIUIAHTAPYEMBIX TUM@OLIMTOB B KOCTHBIN MO3T, IIIe IIPOMCX0-
AT UX MEXKJIETOYHAsI KOOIIepalysl C KPOBETBOPHBIMU KJIETKAMMU C yIaCTUEM I -
ToKHOB. I1o3xe B KanauaaTckoii nucceprauuu C. B. CazonoBa «CocrossHue pe-
TeHePaTOPHBIX IIPOIIECCOB B IMOYKE IIPY BO3ACHCTBUM X0JIOAA HA OPTaHMU3M» OBLIO
MOKa3aHo 3HaYeHHe MOP(POreHETUUECKOM CITOCOOHOCTH TMM(OILIMTOB Ha MOJIE-
JIM TPAHCIUTAHTAIIUM KJIETOK CEIe3eHKN OT He(hpIKTOMUPOBAHHOTO foHOpa. I1ox
BIMSTHUEM JOHOPCKMX JTUMMOIIUTOB HAOJI0IaIach 00Jiee paHHSIS U IIPOIOJIKI -
TeJIbHAsI CTUMYJISIIIUS TTpoIr(pepaTUBHBIX IIPOLIECCOB B IOYCYHOM SITUTEINH [5].

JIumdbonnHbIe KIETKH CIIOCOOHBI CTUMYJIMPOBATh pereHe palliio KOCTHOTO MO3-
ra, TIOYKH, a TaKKe IeuyeHu. B yacTHoCTH, HaMu OBLIO YCTAaHOBIICHO, YTO TPaHC-
IUTAHTAXSI TAMUYECKUX KJIETOK JOHOPOB MOCJIE YaCTUIHOM Pe3eKIMHU ITeYeHU
MHTAKTHBIM PELMIIMEeHTAaM BbI3BIBajia YBeIMUYCHUE YMCIIa ABYSIISPHBIX TelaTo-
nutoB u cogepxanust JJHK B Hux, T. €. akTMBUPOBAJICS MPOLIECC BHYTPUKIIETOU-
Holi pereHepanun. 2K/IA y TOHOPOB IIpUBOAMIA K CHIDKEHUIO 3TOM CIIOCOOHOCTU
T-aumdonuros [3; 6].

B nagane XXI B. cTaimo BO3MOXHBIM M3y9aTh BIMSIHIE ME3CHXUMAIbHBIX U I'e-
MOTIO3TUYECKMX KJIIETOK Ha peltapaTUBHbBIC ponecchl. CoBMecTHO ¢ MIHCTUTYTOM
MEIMIIMHCKUX KJIIETOYHBIX TEXHOJIOTUM COTPYTHUKAMU Kadeaphl ObUIN pa3pado-
TaHbl 1 MOIU(PUIIMPOBAHEI CIIOCOOBI BHIIEICHUS, KYJTbTUBUPOBAHUS U MCIIOIb-
30BaHUS STUX KJIETOK.

OpmHoI1 M3 MEePBHIX 110 3TOM TeMaTHKe ObLla 3alllUIIeHa KaHIWmIaTCKasl JUC-
cepranuii M. 0. MaknakoBoii «BiusHre MyJIbTUIIOTEHTHBIX ME3eHXNMAaIbHBIX
CTPOMAJIbHBIX KJIETOK, BBIICICHHBIX 13 IUIALICHTHI, HAa pereHepanunio ObICTPO00-
HOBJISTIOIIMXCSI TKAHEH 3PEJIbIX U CTAPhIX JIAOOPATOPHBIX XXKMBOTHBIX IIPU BO3IEH -
CTBUM 3KCTpeMaJbHBIX (pakTopoB» (2010). ABTOpOM ITOKa3aHO, YTO B YCIOBUSX
BO3PaCTHOI MHBOJIIOINY OTMEUYEHBI 00JIee HU3KKE IT0Ka3aTe Il IpondepaTuB-
HO¥1 aKTUBHOCTH OBICTPOOOHOBIISTIOIINXCS TKaHe#. TpaHcIuIaHTalus CyCIIeH3Nn
Me3eHXUMAaJIbHBIX MYJBTUIIOTEHTHBIX CTBOJIOBBIX KIeToK (MMCK) 3pensiM ma-
0OpaTOPHBIM XMBOTHHIM B (DM3MOJIOTUYECKIX YCIOBUSIX OKa3bIBajia CTUMYJIUPY-
IolIee ASHCTBIE Ha SPUTPOIIO33, a Y CTAPBIX JKMBOTHBIX IIPOUCXONMIO CHIKEHIE
KOJIMYECTBA UTOTEHETUYSCKN N3MEHEHHBIX KJIETOK. BHYTprBeHHOE BBEICHME
cycneH3n MM CK 1a60paTOpHBIM XKUBOTHBIM B YCJIOBUSIX MIOHU3UPYIOIIETO M3~
JIy4eHUSI 1 OCTPOM KPOBOIIOTEPH IIPUBOAMIIO K AKTUBALIMI TeMOII033a ¥ CHIZKAJIO
WHAYLMPOBAaHHBIN MyTareHe3. TpaHciutanTupoBanHbie MM CK Takske BBI3BIBa-
JIN YBEIMYCHNE COMEPKaHUS KPUIITAJIBHOIO 3MUTEINS TOIIEeH KUIIKKN U ITOBBI-
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IIIeHNE ero MpojndepaTuBHON aKTUBHOCTH, a Y CTAPBIX XKMBOTHBIX €Ille M MHTH-
ouuuio anonTo3sa [7].

B 2015 1. 6p1ma 3amumieHa nokropckast aucceprauud . FO. I'pedbnena «Bmm-
sIHM€ CTBOJIOBBIX KJIETOK Ha IIPOIECCHl pereHepaluy OBICTPOOOHOBIISIIOIIIXCSI
TKaHeH P CTapeHUH 1 TTOCTIe BO3IEICTBHUS SKCTPeMaIbHBIX (DaKTOPOB». B Hell
BIIEpPBBIE OBLIO IIOKA3aHO, YTO coueTaHHas TpaHcmuiaHTtanust MMCK u remorro-
aTHYeCcKUX cTBOJIOBHIX KJIeToK (I'CK) Takke compoBoxkmanach aKTUBallUeil pe-
reHepanuy TKaHeit. [1pu 3ToM B yCIIOBUSIX OEMCTBUS SKCTPEMaJIbHBIX (PaKTOPOB
OTBET Ha BBEICHME CTBOJIOBBIX KJIETOK 00JIee BBIPAXKEHHBIM, YeM B (PU3MOJIOTH-
YeCKMX YCIOBMSIX. VIcIoab30BaHNe aJlJIOTeHHON COYeTaHHOM TpaHCIIAHTALIMU
mratieHTapHeIX MM CK 1 I'CK B hmr3nonorndeckmx yCaoBUSIX IIPUBOINIIO K CHU-
JKeHUIO COACPKAHMS IUTOJIOTMIECKIX aHOMAaJINI B MUEJIOMIHOM TKAH! Y CTaphIX
J1a0OpaTOPHBIX XKMBOTHBIX M BHI3BIBAJIO Y HUX aKTUBALIMIO PUTPOIIO33a. AHA-
JIOTUYHBIE 10 HAIIPaBJICHHOCTHU IIPOIECChI OBUIM YCTaHOBJICHBI W IIPU BO3ICH-
CTBUM 3KCTPEMaJIbHBIX BO3ACHCTBUI Ha opraHu3M. BoccranoBnenue Mopgo-
METPUYECKUX W [MUTOJIOTUUECKUX IOKa3aTeliell ceJle3eHKU MOCe COYeTaHHOM
tpancurantaunn MMCK n I'CK 3aBurceno Kak oT Bo3pacTa, TakK M OT XapaKTepa
MoBpexXmeHus [8].

DTN nccnenoBaHUs OBIIA TIPOTOIKEHEI yKe 1o pyKoBoacTtBoM . FO. I'ped-
HeBa B KaHgnmaTckoi guccepranum B. Y. BaxpymeBoit «[1atopusmonornueckoe
000CHOBaHME UCIIOIb30BaHMS IIALICHTAPHBIX MYJIbTUIIOTEHTHBIX ME3€HXNMAIIhb-
HBIX CTPOMAJIbHBIX KJIETOK IIPH MMOBPEXACHUHU IIEYeHHN B 3PEJIOM U CTapOM Op-
ranu3me» (2020). B Heif moka3aHo, 4TO TP TPaHCIIJIAHTALIMA TIJIAlleHTapHBIX
MMCK 3penabIM U cTapbIM JIa00OPaTOPHBIM XXUBOTHBIM B (PM3MOJIOTUIECKIX YCITO-
BUSIX HE IIPOMCXOIUT N3MEHEHU OMOXMMMUUIECKUX IToKa3aTeei meprudepruiecKoi
KpOBHU 1 MOp(poMeTprIeCcKNX ImoKa3areseil neuyeHn. OgHaKo TpaHCIUIAHTAIIMS
MMCK 1pu pe3eKiuy ne9eHr 1 TOKCMIECKOM TellaTUTe y 3pesIbIX JJabopaTop-
HBIX XXMBOTHBIX CTUMYJIMPYET KJIETOYHBIE M BHYTPUKIICTOUHBIE MEXaHU3MEI pere-
Hepalnuy Ie4eHN, B TO BpeMsI KaK y CTapbIX XXKMBOTHBIX pereHepalus IIedeH’ pea-
JIN3YeTCS IIPENMYIIECTBEHHO 3a CYeT BHYTPUKICTOUHBIX MEXaHU3MOB.

OnpeneneHHBIM TPOMEKYTOYHBIM UTOT MCCASIOBAaHUI ObLT ITOABEACH B TOK-
topckoii nucceprauuu M. FO. Maxknakosoii «[laToreHeTnueckue MeXaHU3Mbl KOP-
PEKIIUM CTBOJOBBIMU KJIETKaMH MOP(PODYHKINMOHAIHLHOTO COCTOSITHUS IIeYeHU
IIpY ee MOBpeXIeHn 1 ctapeHnn» (2021). B Helt 0600111eHEBI pe3yIbTaThl 9KCIIe-
PUMEHTAIBHBIX UCCAECAOBAHUNA 1 CIEIaHO 3aKJIIOUeHHUE O TOM, UTO IJISI KOPPEK-
1y MOp(GOPYHKIIMOHAIBHOTO COCTOSTHUS IIEYSHM ITOCIIE €€ TTIOBPEXKICHISI BEIOOD
TPaHCILIAHTUPYEMBIX CTBOJIOBBIX KJIETOK, MCIIOIb3YEMBIX IUISI TPAHCILIAHTAIIAM,
OIIpeaesIeTCsI BUIOM ITOBPeXIeHUs nedeHu. Ilociie 9acTHIHOM rernaTraKToOMUMn
11eJIeCO00Pa3HO UCITOIb30BaTh COYETAHHYIO TPAHCIUIAHTALINIO MYIbTUIIOTEHTHBIX
MEe3eHXUMAaJIbHBIX CTPOMAJIbHBIX U IIEPUCUHYCOMIAIBHBIX KJIeTOK IeuyeHu. [1pu
TOKCHYECKOM MOBPEXKICHUN IIEYeHH OoJiee 3HAUNMBIN 3¢ (PeKT Ha BOCCTAHOBJIE-
HHE CTPYKTYpPHI TTeueHN oKa3biBaeT KoTpaHcrmanTanugd MMCK u I'CK.
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OmHMM 13 KJTI0YEBBIX MEXaHM3MOB JEHCTBHS MYJIbTUIIOTEHTHBIX ME3€HXUMAJIb-
HBIX CTPOMAJIbHBIX KJIETOK SIBIISIETCS aKTUBALIMSI cucTeMbl penapanuu JJHK, o6e-
CIIeYMBAIOIIasl CHIDKCHNE 3alIpOTrpaMMUPOBAHHON KJIETOYHOI THOEIN, YMEHb-
IIeHWE YPOBHSI MaTOJIOTUYEeCKUX MUTO30B [10]. B manpHelimeM Ha OCHOBaHUU
MIPOBEICHHBIX MCCIeI0BaHMI ObLIa [TOKa3aHa BO3MOXKHOCTD MCITOJIb30BaHUSI CTBO-
JIOBBIX KJIETOK B T€panuy 9KCNepuMeHTallbHOro renaruta [11].

OmHako Ha 3TOM MCCIIEI0BAaHMS B 00J1aCTH KJIETOUYHBIX TEXHOJIOTUI HE TIpe-
KpaTWINCh, OHM aKTUBHO IIPOJOJIKAIOTCS M CKOPO HOBBIE JaHHBIC OyIyT Ipem-
CTaBJIEHBI MOJIOABIMU YUYCHBIMU. DTa paboTa ITO-IpeXXHeMYy BeIeTcs yIeHU-
kamu A.Il. fctpeboBa cOBMeCTHO ¢ MHCTUTYTOM MEAULIMHCKUX KJIETOUHBIX
TEeXHOJIOTM (3aMEeCTUTENIb IJIaBHOTO Bpada 110 HayIHOU padote — mpodeccop
C. B. Ca3onoB, 3aMeCcTUTE]h TJIABHOTO Bpaya 110 JieueOoHolt padote — B. H. Me-
mannHoB) [13]. [Tox pykoBoacTBoM Apyroro n3BectHoro yueHuka A. I1. fctpe-
6oBa — mpodeccopa O.I'. MakeeBa — BBITIOJIHEH LEJBIN IIWKI WCCIEIOBA-
HUI1 110 000CHOBAHUIO MUCIIOIb30BAHUS KJIETOYHBIX IIPOAYKTOB B KIIMHUYECKOM
npakTuke [14].
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AHHOTamus. B pamkax mpeKoHIIeMIIMOHHON MOATOTOBKM B apceHalle Bpada MCIIOJb-
3yeTcsl psifi TeHETUYECKMX UCCAEI0BAHUI: KADUOTUI U TECTUPOBAHUE HA HOCUTEIBCTBO
HacJIeICTBEHHBIX MOHOTEHHBIX 3a00JIeBaHMi. B HacTosIee BpeMsl TOKa3aHO, YTO KaxK-
IIBII 9EeJIOBEK SIBJISIETCS] HOCUTEJIEM MOHOTEHHBIX 3aboeBaHuil. biaromapst Takum mc-
CJIEIOBAHUSIM CEMbM TOJY4alOT BO3MOXKHOCTU OMPEAEIUTh PUCK POXIECHUS pedeHKa
C HACJeACTBEHHbIM 3200JIeBaHWEM Ha 3Tare MJIaHUPOBaHUSI OEPEMEHHOCTHU 1 U30€XaThb
BEPOSITHYIO Tlepeiauyy HacaeACTBEHHOro 3a0oJieBaHus OynyluuM aetsiM. BapuaHThl 00-
clIeOBaHMs, MOIETIb M 00heM MOTYT pa3nudaTthes. [IpenmyliecTBa U HEIOCTATKU pa3-
JIMIHBIX MOJeIet CKpUHUHTA TIPeACTaBICHBI B HACTOsIIEH cTaThe. LleHHOCTh 1 3HAUM-
MOCTb CKPMHUHIA HA HOCUTEIbCTBO HACAEACTBEHHBIX MOHOTEHHBIX 3a00JIeBAHUIA BBICOKA.
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Abstract. As part of preconception preparation, a doctor uses a number of genetic stud-
ies: karyotype and carrier testing for hereditary monogenic diseases. Every person is a car-
rier of monogenic diseases. With these studies families have the opportunity to determine
the risk of having a child with a hereditary disease at the stage of pregnancy planning and
the opportunity to avoid the likely transmission of the hereditary disease to future children.
Survey options: model and scope may vary. The advantages and disadvantages of various
screening models are presented in this article. The value and significance of screening for
carriage of hereditary monogenic diseases is high.

Keywords: screening, monogenic diseases, recessive diseases, preconception prepara-
tion, screening models

For citation: Pletenskaya SR, Kanivets IV, Gapich TA. Genetic screening for carriage of
recessive diseases: The meaning and value of preconception preparation. Bulletin of USMU.
2023;(4):48—57. (In Russ.). EDN: https://elibrary.ru/GPENQW.

AxtyansHocTb. CornacHo oueHkam 3a 2020 1., 3,5—5,9 % HaceneHuUs TToaBep-
JKEHO PEKUM HACJIeICTBEHHBIM 3a00JIeBAHUSIM, 3HAYUTEJIbHYIO YaCTh 13 KOTOPBIX
COCTaBJIIOT ayTOCOMHO-peLIeCCUBHBIE 3a00/1eBaHus [1]. BOIbLIMHCTBO ayTOCOM-
HO-PEeLIECCUBHBIX 3a00/I€BaHU T OKa3bIBAaeT BMSHUE HE TOJBKO Ha 30POBbE U Ka-
YeCTBO XKM3HU OOJIBLHOTO YeI0OBeKa, HO 1 Ha 3JI0POBbE M KAYECTBO XKU3HU UX CEMENA.

[MpexoHLENIIMOHHOE TECTUPOBAHUE HA HOCUTEIbCTBO HACAEACTBEHHBIX 3a-
00JIeBaHMIT — 3TO reHeTUYeCcKoe 00CaeI0BaHKEe CYTIPYXKEeCKUX Nap, MPOBOAUMOE
JI0 HACTYILJICHUSI OepeMEeHHOCTH, HallpaBJIeHHOE Ha OIpe/e/ieHue Tex Map, B KO-
TOPBIX TOBBIILIEH PUCK POXACHUS peOeHKa ¢ HACAEACTBEHHBIM 3a00JIeBAaHUEM.
Takoe TecTUpoBaHME BKJIIOYAET B ceOsI MPOBeACHUE aHaIM3a KAPUOTUIIOB CYIIPY-
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rOB, CKpMHMHT Ha HacJIeACTBEHHEBIC 3a00J1eBaHMS (MCCISIOBAaHNE KOTUPYIOIINX
YYaCTKOB KJIIMHUYECKN 3HAYMMBIX TEHOB METOIOM BBICOKOIIPOU3BOIUTEILHOTO
CEKBCHMPOBAHMUS), a TAKXKE MCIIOJB30BaHNE TAPTETHBIX MCCICIOBAHUI Ha pac-
MIpocTpaHeHHbBIEe 3a00eBaHNd [2].

[IpexkoHIIENIIIMOHHOE TECTUPOBaHNE Ha HOCUTEJIHCTBO HAC/IEACTBEHHBIX 3200-
JIeBaHUIA TIO3BOJISIET BEISIBUTD CYIIPYKECKHE ITAPhI, B KOTOPBIX IOBBIIICH PHUCK POXK-
IeHus1 peOeHKa ¢ HacIeACTBEHHBIM 3a00j1eBaHreM. 1o cTaTucTrKe, HOCUTEIHCTBO
cbajJaHCUPOBAaHHBIX XPOMOCOMHBIX aHOMaNnit BcTpedaeTcss y 1 3 500 yenosek,
a mpuMepHO B 1 m3 100 cympyxeckux nap 00a poguTes SIBJISIIOTCS HOCUTEISIMU
IMATOTEHHBIX MyTalllii B OMHOM M TOM Xe I'¢He, CBSI3aHHOM C ayTOCOMHO-PelIIec-
CHBHBIM 3a00jieBaHKeM [3]. B aToM citydae 3HAUMTEIHHO ITOBBIIIASTCSI PUCK POXK-
IeHUsI peOeHKa ¢ HacJeACTBEeHHBIM 3a00JIeBaHNEM WJIM HEBBIHAIIMBAaHUS Oepe-
MeHHOCTH. MIH(]popMalIs 0 HOCUTEIIBCTBE HACIEICTBEHHBIX 3a00JIeBAHUI MOXET
IIOMOYb B IIPUHSITUN 000CHOBAHHBIX PEIICHUI OTHOCUTEILHO PEIIPOAYKTUBHBIX
BO3MOXKHOCTEH U INIaHUPOBaHUSA ceMbH. C ITOMOIIBIO ITPEKOHIEITIIMOHHOTO Te-
CTUPOBAHMSI Ha HOCUTEILCTBO HACIEACTBEHHBIX 3a00JIeBaHNII BO3MOXHO 130e-
2KaTh IOTeHILIMAIBHOM Mepeaadr HacIeACTBEHHOTO 3a00JIeBaHMSI OYOYIIIM IETSIM.

BaxHo moHuUMAaTh, YTO IpOBeAeHNE MPEKOHIEIIIMOHHOIO TeCTUPOBAHUS
Ha HOCUTEJBCTBO HACJICACTBEHHBIX 3a00JIeBaHUI He MUCKIIIOYAeT POXKICHUS pe-
OcHKa ¢ HaclIeACTBEHHBIM 3a00jieBaHKeM. BBuIy 0coOeHHOCTEH MPUYMH IreHe-
TUYECKHUX 3a00JIEBaHUI, a TAaKXKe pa3HOOOpa3UsT MCCACIOBAHUIM, UCITOIb3YEMBIX
IIJIST TIIPEKOHIICTIIIMOHHOTO TECTUPOBAaHUSI HA HOCUTEIHLCTBO HACIIEACTBEHHBIX 3a-
OoJsieBaHUI, MMEIOIINX Pa3HyIo 3(D(HEKTUBHOCTD IPU BHISIBICHUN CYIIPYXKECKUX
map, IMEIOIINX BRICOKHUI pUCK POXIEHUsI O0JIBHOTO peOeHKa, IIepe IPOBEIeHN -
eM 00cIenoBaHMSI PpeKOMEHIOBaHAa KOHCY/IbTAIIMs Bpadya-reHeTHKa.

Ieab paboTbl — yTOUHEHME MOHITUSI «CKPUHUHT HA HACIIEACTBEHHbIE MOHO-
reHHBIC 3a00JIeBaHMST» U O0CYXKIeHNE MPEUMYIIECTB M HEAOCTATKOB Pa3IMYHBIX
Mofejeil CKpUHUHTA.

Marepuanbl u MeToabl. [IpoBeneH 0630p HayYHOM IuTepaTypbl. B 0630p BKII0-
YeHBI ICTOUHUKH, B KOTOPBIX pacCMaTPUBAIOTCS BOIIPOCH TECTUPOBAHUS Ha Ha-
CJIeACTBEHHBIC 3a00J1eBaHMS IIPH INIAHUPOBAHUU OEPEMEHHOCTH

Pe3ynbTatel n 00cyknenne. CKpMHUHT Ha HACJIeICTBEHHBIE MOHOTEHHBIE 3200~
JIEBaHMUS — 3TO T€HETUYECKOEe NCCIEIOBAaHNE, KOTOPOE BBHIIIOIHSICTCS IJIST IIOKC-
Ka y OyIyIIuX poauTesieii FTeHeTUIeCKNX BApUAHTOB, CBSI3aHHBIX C BBICOKUM PH-
CKOM POXIeHMsT peOeHKa ¢ MOHOTEHHBIM 3a00yieBaHneM [4].

MoHoreHHbIe 3a00IeBaHIsI — 3TO 3a00J€BaHNsI, pa3BUBAOIIECS BCICACTBUC
HaJIM4MsI B OMHOM T€HE OTHO- WJIM MYJIbTUHYKJICOTUIHBIX BAPUAHTOB, UMEIOIIIIX
3HAUMMbI€ ITPU3HAKU MATOreHHOCTHU [5]. MoHOTeHHBbIe 3a00/1eBaHUSI MOTYT UMETh
ayTOCOMHO-IOMMHAHTHBIN, ayTOCOMHO-PEIIECCUBHBIN U CLIEIICHHBIE C ITOJI0OBbI-
MM XpOMOCOMAaMU THUIIbI HacJefoBaHusI. BEICOKast YacTOTa HOCUTEILCTBA TETEPO-
3UTOTHBIX BAPUAHTOB B T€HAX, CBI3aHHBIX C ayTOCOMHO-PEIIeCCUBHBIMHU 3a00JIe-
BaHMSIMU, XapaKTepHa ISl psiia MOHOT€HHBIX 3a00JIeBaHII: HECUHIPOMAJIbHOM
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TYTOYXOCTHU C YACTOTOM HOCUTEIbCTBA — 1/27 [6], CIMHAIBHOM MBILLIEYHOM aTPO-
dum — 1/40 [7], mykoBucumnosa — 1/40 [8], dberunkeronypuu — 1/50 [9]. Bto
SIBIISICTCSI IPUYMHON BEICOKOI PacIIpOCTPaHEHHOCTU 3TUX 3a00JIEBAHUIA B ITOIY-
JISILIMM, KOTOPasI SIBJISICTCSI CJIACTBHEM OpaKOB ABYX HOCUTEIEH KIIMHUIECKY 3Ha-
YMMBIX BAPMAHTOB B TeHAaX ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHMIA. AYyTOCOMHO-
TOMMHAHTHBIE 3a00JIeBAaHMSI MOTYT OBITh CJIEICTBHMEM KaK CIIOHTaHHBIX (de novo),
TaK 1 HacJIeAyeMbIX TEHETUIECKIX BAPMAHTOB, KOTIA B CEMbE CYIIIECTBYET BBICO-
KM pUCK Mepenaydn IaToJOruy OT OOJIBHOTO POOUTENIS ACTSIM. BaxkHO OTMETHUTD,
YTO PsII ayTOCOMHO-ITOMUHAHTHEIX 3a00JIeBaHII MMeEeT IT03IHee Havano. S pkum
IIPUMEPOM ayTOCOMHO-IOMMHAHTHOTO 3a00JI€BaHMSI ¢ TO3AHE MaHU(pecTale
siBisieTcst Xopes ['enTuHrTOHA. 1151 Hee XapaKTepHO opaXkeHe HEPBHO CUCTE -
MBI, KOTOpO€ 00BIYHO IposiBisieTcs B Bo3pacTe 30—50 1eT. Cpenyt KOpeHHBIX K1 -
Teneit EBpoIIbl paciipocTpaHEHHOCTh 3a00J1€BaHNSI COCTABIISIET OKOJIO 3—7 CIIydaeB
Ha 100 Tercsta yenmosek [ 10]. Eme ogHo HaciencTBeHHOE 3a00/1eBaHIe — MUOTOHM-
yecKast IUCTpoGusI — OMMUCAHO KaK JacTasl HacJIeACTBeHHAsI MBILIIeYHasI 00JIe3Hb
B3POCIIBIX, MaHU(peCTUpYoIas B OOJBITUHCTBE ciiydaeB B Bo3pacte 20—30 Jer.
Ee cpennss wacrora coctaBnser 3 cirygast Ha 100 Teicsd gemoBek [11].

CKpUHUHT CYIIPYKeCKUX Iap Ha HaCJIeACTBEHHBIE MOHOTEHHEIE 3a00JIeBaHMSI
TO3BOJISIET OIIPEIEISATh TeHeTUUIEeCKIEe BapUaHThHl B TeHaX, CBI3aHHBIX KaK C ay-
TOCOMHO-PEIIECCUBHBIMHU, TaK 1 C ayTOCOMHO-IOMUHAHTHBIMU 1 CUEIUICHHBIMU
C TIOJIOBEIMM XPOMOCOMAaMM 3a00JI€BaHUSIMM.

KoMy nmokasaH CKpMHUHT Ha HaCJIeICTBEHHBIE MOHOTCHHBIE 3a00J1eBaHM?

Mcxonst 13 HalMX 3HAHWI O pacIIpOCTPaHEHHOCTH FeHeTUYECKOl IaTOJIOTUH
M 9aCTOTaX HOCUTEILCTBA OTACIbHBIX MOHOTEHHBIX 3a00JIeBaHIM, CKPUHUHT HX
HOCHUTENIbCTBA TOJDKEH OBITh peKOMEHIOBAH BCEM CYIIPYKECKIM I1apaM, IJIaHUPY-
IOIIMM OepeMeHHOCTh. Takske 0 BOBMOXHOCTSIX CKPUHUHTA JOJIKHBI OBITH IIPOMH-
(bopMUpPOBaHEKI 1 TE TTAPHI, KOTOPHIE YK€ OXKMAAIOT peOeHKa, ITOCKOJIBbKY pe3yIbTa-
THI 00CJIeIOBAHMSI MOTYT IIOMOYb B OIIPEIEICHUY IIPOrHO3a VTSI 3KU3HU 1 3M0POBBSI
Oymy1ero pebeHKa 1 cTaTh OCHOBAaHMEM TSI IIPUHSITUS PEIIeHMS O TIpephIBAaHNI
OepeMEeHHOCTH IIPU HeTaTUBHOM IIPOTHO3E.

Oco00e BHUMaHUE IIpY 00CYKICHNHY IIPOBEISHUS CKPMHIHTA BasXKHO OOpaTUTh
Ha maphbl, Y KOTOPBIX €CTh POICTBEHHUKN C HACIEACTBEHHBIM 3a00JIeBAHUEM MU
KOTOpPBIE IPUHAMIIEKAT K ITOIYJISIUU ¢ 00Jiee BEICOKAM PUCKOM II0 OIpeneIeH-
HBIM HacCJIeICTBEHHBIM 3a00JIEBAHUSIM, WJIU Maphl, B KOTOPHIX CYIIPYTH SIBJISIIOT-
¢s1 KPOBHBIMU pOJICTBeHHMKaMK. Harpumep, eBpeun-aiikeHa3bl UMEIOT 00JIee BhI-
COKMI PUCK pOXIeHUS pebeHKa ¢ 6one3Hbio Tes — Caxca [12]. [lepnogmnueckas
0oJIe3HB Yallle Bcero HabmomaeTcst y HaponoB Cpean3eMHOMOPBSI, TAKMX KaK €B-
pen, apa6bl, Typku 1 apMmsiHe [ 13]. CepIToBUIHO-KIIETOUHAS aHeMUS MMeeT 00JTb-
LLIYIO pacIpoCTpaHEHHOCTb y HapoaoB Adpuku, LlentpanbHoit Unauu u ApaBuii-
CKOTO TToTyocTpoBa [ 14].

BaxxHoe 3HaueHUe pe3yIbTaThl CKPUHUHTA HA MOHOT€HHBIE 3a00JIeBaHMS M-
0T [UTS ITap, TUTAHUPYIOIINX SKCTpaKopropajibHoe oruiogorBopeHue (9DKO), BT. 4.
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C MCITOJIb30BaHMEM TOHOPCKMX MOJIOBBIX KJIeTOK. CKpUMHUHT Ha HAaCJIeACTBEHHBIS
3a00J1eBaHUs MOXKET ObITh PEKOMEHIOBAH JOHOPaM.

CylecTByeT IB€ OCHOBHBIE MOACIM CKPUHUHTA HOCUTEJICH: MOMYJISIIMOHHBII
W TapTETHBIN.

Bonpoc o ToMm, Kakast MOJieJIb CKpUHMHTIA JIy41lE, SIBJISIETCS 00CYXXKIaeMbIM U 3a-
BUCHUT OT pa3InyHbIX (PAKTOPOB, BKJIIOYAsI IMYHbIC IPEANOYTCHUS NAlIMEHTOB, Ha-
JIMYKME OTSATOLIEHHOTO CEMEMHOro aHaMHe3a, ¥ HEMOCPEACTBEHHO CAMOTO ITePeYHS
FeHETUYECKUX HApYLIEHU I, HA KOTOPBIE €CTh BO3MOXHOCTb MMPOBECTU CKPUHMHT.

ITonyassuMOHHBINA CKPUHUHT HA HOCUTEJILCTBO BKJIIOUAET B CE€0s1 MPOBEACHUE
CKPUHMHTA HA HOCUTEJIBCTBO BCEM OTAEAbHBIM JIMLIAM WJIM MapaM B ITOMYJISILMH,
HE3aBUCHUMO OT UX JUYHOM MJIM CEMEITHOI MCTOpHHU. DTOT MOAXO. HaIlpaBJIcH
Ha TOoBbILIeHUE 3((HEKTUBHOCTHU BBISIBJICHMS HOCUTEJIEH IIMPOKOIO CIIEKTpa re-
HETUYECKUX 3a00JIeBaHUIA.

TapreTHblii CKpUHMHT HAa HOCUTEIBCTBO BKJIIOYAET B CEOSI MPOBEIEHUE CKPU-
HUHTA OTAEJbHBIM JHULAM WM ITapaM, KOTOPbIE UMEIOT ITOBBILIEHHbIN PUCK HO-
CUTEJIbCTBA TEHETUYECKOTO 3a00JIeBaHMSI, OCHOBAHHBII Ha TaKUX (paKToOpax, Kak
OTSTOLLEHHbIIA HACJIEACTBEHHBI aHAMHE3, STHUYECKas MPUHALJIEXKHOCTb U Te-
orpa¢prIecKoe MPONCXOXIeHNE. DTOT IMOAXO IIPU3BaH IOBLICUTD BBISIBIIIEMOCTD
HocuTeel crneluIecKuX reHeTUUEeCKUX HapyLIeH I, KOTOPbIE Yyallle BCTpeya-
IOTCS B OTIPEAEIEHHBIX ITOMY/ISLIMUSIX.

0O06e MoIeI CKpMHIHTA HOCHUTEIIe UMEIOT CBOU IIPEUMYIIECTBA M OTpaHIYe-
Hus (TabIm1Ia), 1 HanboJjiee MOAXOAIIAs MOIEIb OyIeT 3aBUCETh OT KOHKPETHBIX
o0crosgTenbcTB. Hanmpumep, monyasiliMOHHBINA CKPUHUHT HOCUTEJIEH MOXKET ObITh
0osee 3(pPeKTUBHBIM 1151 BbISIBJICHUSI HOCUTEEH peaKUX reHETUIEeCKKX 3a00J1e-
BaHUI1, B TO BpeMsI KakK 11eJIeBOM CKpMHMHT HOCHUTEIIe MOXKeT OBITh Ooee a(pdek-
TUMBHBIM [IJIS1 BBISIBJICHUSI HOCUTEJIE pacpOCTpaHEHHBIX FTeHETUYECKUX 3a00J1e-
BaHWUI B TpyIinax BLICOKOTo pucka [15].

Tabauya
IIpenmyIiecTBa 1 HETOCTAaBKU Pa3IMYHBIX MOJIEJIEH TTPEKOHIIETTIIMOHHOTO CKPUHUHTA
Tun ckpuHuHTra ITpeumyiiecTBa Henocratku

TapretHblii (MPOBOAUT- * DkoHoMmuYecku 6o- | He maer nocraroyHoi UH-
CsI B IpyTIIIax MalyeHToB, Jiee BbITofeH (110~ dopmaLu 0 pucKe poxae-
B KOTOPBIX UMEETCSI BbI- CKOJIbKY CKPUHUHTY HUsI 00JIbBHOTO pebeHKa
COKUI PUCK POXICHMS MOJBEPraeTcsl MEHb- MPU OTCYTCTBUU YaCTHIX
JIETEW C ONpeNeIEHHBIMU 111ee KOJIUYECTBO JIIO- MYTaLUA.
HacJIeACTBEHHBIMU 3a00- neit). * He maer noctaToyHoOi MH-
JIEeBAaHUSIMU) *  Bricokuii ypo- dopmalLy 0 HOCUTEJIbCTBE

BEHb BBISIBISIEMOCTHU HacJIeICTBeHHBIX 3a00J1eBa-

B I'pYyMIIax MOBBIIICH- HUI B TTOIMYJISILIVU.

HOTO prcKa *  CrocoOCTByeT 3THUYECKOI

CTUTMAaTU3AIUU
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IIpodoncenue maba.

Tun ckpuHuHTa [Ipeumyiectsa Henocratku
IMomynsamuonHbIl (Ckpu- | ©  BbIcOKuii ypoBeHb *  TpebOyert OOJBIINX 3KOHO-
HUHT TIpeIjiaraeTcsl BCeM, BBISIBJIICMOCTH HO- MHMYECKUX 3aTpart.
HE3aBUCHMO OT CYIIe- cuTenbcTBa Hacen- | ¢ Tpebyer kBanubukaum
CTBYIOIIINX PUCKOB) CTBEHHBIX 3200JI¢Ba- MEIUIIMHCKUX PAOOTHUKOB.

HUIA B TOMYJISILIAN. * TpeOyer OOJBIINX OPraHU-
*  MW3zberaer aTHUYE- 3allMOHHBIX 3aTpaT
CKOM cTUrMaTu3aluu

Taxke BaXXHO 00CYXIeHUE TTPEUMYIIIECTB U OTPAHUYEHUN pa3IMYHBIX MOJIE-
JIell CKpMHMHTAa HAa HOCUTEJILCTBO Ha KOHCYJIbTAllUW C BPaYOM-T€HETUKOM, YTO-
Obl ONpeaeIUTb HAMTYUILIMA MOAXO A5 ONPEACICHHOrO YeJIOBEKa UM Taphl.

DKoHoMMYecKast 3(PPEKTUBHOCTh MPEKOHILETIIIMOHHOIO CKPUHWHTA 3aBUCUT
OT pa3IMYHbIX (PAKTOPOB, BKIIOUAS CIEKTP FeHETUUECKUX HapyLIeHU (3aboJieBa-
HUI1), CKPUHUHT KOTOPBIX IIPOBOIUTCS, TPYIIIIBI HACEJIECHUSI, TTOMICKAIINE CKPH-
HUHTY, U OCOOEHHOCTH MCITOJb3YEMbIX CKPUHUHTOBBIX TECT-CHUCTEM.

C 1eapi0 000CHOBAaTh KOHOMUYECKYIO 9 (eKTUBHOCTh CKPMHMHIA HAa HOCH -
TeJbCTBO MPOBEACHbI UCCEIOBAHUSI, HA OCHOBE KOTOPBIX OINpeAeIeHbl KPpUTEPUU
BKJIIOUE€HHSI HACJIEACTBEHHOT'O 3200/1€BaHUsI B TPEKOHLIEMLIMOHHbBII CKpUHUHT. Co-
r1acHo KputepusaM EBponeiickoro o0liecTBa reHeTUKH yesioBeka (anen. European
Society of Human Genetics, ESHG) n AMepruKaHCKOTro KOJUIeIXKa MeIUIIMHCKOMN
reHeTuku v reHoMuKH (ares. American College of Medical Genetics and Genomics,
ACMG), HacaeacTBEHHOE 3a00/1eBaHUE, BKIIIOUEHHOE B ITPEKOHLICTTILIMOHHbII CKPpU-
HUHT, JOJDKHO UMETh YaCTOTY HOCUTEILCTBA B momyJsiiuu 1: 100 uau 6oitee, 4eTKO
oIpeneeHHbIN (PeHOTUIT, OKa3bIBaTh HEraTHBHOE BIMSIHME HA KAYECTBO XKM3HU, BbI-
3bIBaTh KOTHUTUBHbBIC WK (DU3NUECKIE HAPYIICHMS, TPEOYIOLINE XMPYPTTIECKOro
WIM MEAUIIMHCKOTO BMEIIATeIbCTBA WJIU IIPOSIBIISIIOIIECS B paHHEM Bo3pacrte [4; 5].

ITpenckazyemo, 4To yeM 00ibliie 3a001eBaH1Ii BKJIIOUEHO B CKPUHUHT, TEM 00JIb-
11Ie HOCUTEJIEl 1 rap HocuTeei OyaeT uaeHTuuLpoBaHo. Kaxnblii yeToBeK sIBJIsI-
€TCs HOCUTEJIEM T10 KpaifHel Mepe OTHOT0 ayTOCOMHO-PELIECCUBHOTO 3a00JIeBaHUSL.

B nienoM npeKoHUENUMOHHBIM CKPUHUHT MOXKET ObITh 60Jiee 3¢ (HeKTUBHBIM
C TOYKH 3peHUs 3aTpaT, YeM HeOHATaJbHbIIi CKpUHUHT, B CJIy4ae HACAEACTBEHHbBIX
3a00J1eBaHUi1, KOTOPBIE SBJISIIOTCS PACHPOCTPAHEHHBIMU B MOMYJISILIMU Y UMEIO-
IIMMH TSDKEJIOe TeUeHME. DTO CBSI3aHO C TeM, UTO BEISIBJICHNE HOCUTEIbCTBA IIPU
MpOBeIeHNH MPEKOHIEIIIMOHHOTO CKPMHIUHIA MOXKET OBITh OCHOBAHMEM IJIST
MCMOJb30BaHUS MPUBICUEHUS BCIIOMOTATEAbHBIX PEMNPOAYKTUBHBIX TEXHOJIO-
ruii (BPT), BkiItovast npeMMIUIaHTAllMOHHOE TeHeTnYeckoe TectupoBanue (I11'T)
B pamkax DKO, a Takke mpoBeIeHUs IpeHaTaJIbHON TUAarHOCTUKU WM Xe pac-
CMOTPEHUS aTbTePHATUBHBIX METOIOB ITOCTPOCHUSI CEMbMU.

C 01HOI1 CTOPOHBI, HEOHATAIbHBIA CKPUHUHT YacTo 6osiee 3(h(HEeKTUBEH C TOU-
KM 3pEeHMSI 3aTparT 151 BbISIBJIEHUSI HEKOTOPBIX MEHEE PaCIIpOCTPAHEHHBIX UJIU Me-

53



BectHuk YIMY. 2023. N2 4 | Bulletin of USMU. 2023;(4)

Hee TSDKEJIBIX pacIpOCTpaHeHHBIX HACIEICTBEHHBIX 3a00/IeBaHI. DTO CBSI3aHO
C TeM, YTO HEOHATAIbHBI CKPUHUHT MOXET OBITh IIPOBEICH BCEM HOBOPOXKICH-
HBIM, HE3aBUCHUMO OT MX CEMEMHOro aHaMHe3a, U MOXET 00eCIIeYUTh OBICTPOE
1 3 GEeKTUBHOE YCTAaHOBJIEHME AuarHosa [6].

C npyroii CTOpOHBI, HEOHATAIbHBIN CKPUHUHT, HECMOTPS HAa CBOIO HEOCIIOPH -
MYIO T10JIb3Y B OTHOIIIEHNH OBICTPOTO 1 3(P(PeKTUBHOTO YCTAHOBJICHMS IUArHo3a,
HE YMEHBIIIAET YMUCJIO OOJBHBIX C HACIEICTBEHHBIMM 3a00JIEBAHUSIMHU, a CIEH0-
BaTeJIbHO, HE MOXET 3HAUMTEJIbHO CHU3UTH OpeMsI HacJeACTBEHHO! ITaTOJIOINHU
1 SKOHOMMYECKHE 3aTPaThl, CBSI3aHHbBIC C HUM.

B xaxux cTpaHax IMpOBOIUTCS CKPMHUHT Ha HAJIMYKE HOCUTEIbCTBA HACIIEI -
CTBEHHBIX 3a00JIEBaHUIA IJISI BceX map?

JoCTymHOCTh CKpMHMHTA HAa HOCUTEJIBCTBO IUISI BCEX I1ap BapbUpPYeTCs B 3a-
BUCHMOCTH OT CTpaHbl. Bo MHOIMX CTpaHax CKPpUHUHT Ha HOCUTEILCTBO HACTIEH -
CTBEHHBIX 32a00JIeBaHII MOXKET OBITh IIPOBEACH B KAYECTBE IJIaTHOM YCIIYTH 110 XKe-
JIAHUIO TIALIUEHTA.

B HekoTOpBIX cTpaHax CKPUHUHT Ha HOCUTEIBCTBO IIpeajiaracTcsl Kak 4acTh
PYTUHHOTO JOPOIOBOI0 OOCIENOBAaHMS WJIM KaK ITOIMYJISIIMOHHAS IIpOrpaM-
Ma CKpMHMHTA Ha HOCUTEJIBCTBO. B 3TuX ciydasix Bce Iapbl MOTYT MMETh IIpa-
BO Ha CKpMHMHT Ha HOCHUTEJILCTBO HACIEICTBEHHBIX 3a00JIeBaHNI, HE3aBUCUMO
OT MX JINYHOT'O MJIA CEMEIHOTO aHaMHe3a.

B CIIA, B mpaktnueckoM rmocoonnn ACMG Ha 2021 1., mpencTaBlIeHbI peKo-
MEHOALMU IT0 CKPMHUHTY Ha HOCUTEILCTBO 112 3a001eBaHMii, BHE 3aBUCHUMOCTH
OT OTHUYECKON MPpUHAMLIEKHOCTH [16].

B BenukoOpuranum, rae HalloHaAbHAs CUCTEMA 3IpaBOOXpaHeHMs, (DMHAH-
cupyeMasi ToCyaapCTBOM, OOCTY:KMBAeT MHOTO3THUYECKOE ¥ MHOTOKYJIBTYPHOE
HaceJIeHHe, ITOBCEMECTHO IIPOBOIMUTCSI CKPMHUHT Ha OeTa-TalaCCeMUIO M Cep-
MOBUJHO-KJIETOUHYIO aHEMUIO B paMKax OObIYHOU JopoaoBoit momoliu (Public
Health England 2017—2018). CKpuHWHT Ha IpyTrve HacJIeICTBEeHHBIe 3a00JeBa-
HUsI, TaKMe KaK MyKOBUCIMAO03 1 0071e3Hb Tess — Cakca, ImpenjaraeTcst TOJIbKO
OIpeIeACHHBIM I'PYIIIIaM BHICOKOTO PYCKa Ha OCHOBE IIPOMCXOXICHUS U CeMeli-
Horo aHamHe3a (UK Genetic Testing Network).

B M3pawne meiicTByeT HalMOHAIbHAS IIpOrpaMMa TeHeTUYeCKOTr0 CKPpUHUH-
ra Ha HOCUTEJIbCTBO, 00eCTIeunBarolasi 0ecIIaTHOE TeHeTUIEeCKOe TECTUPOBAHMIE
Ha MyKOBHCIIMIO03, CHUHIPOM JIOMKOI X-XpOMOCOMBI, CIMHAJIBHYIO MBIIIEYHYIO
aTpoduIo U psi APYTUX HACJIeACTBEHHBIX 3a0oyieBaHuit [17].

B HekoTopeIx cTpanax, HarpuMmep, O0beTMHEHHBIX ApabcKnx DMuparax, bax-
petine, Karape u Mpane, mpoBeaeHNe CKPMHIHTA Ha HOCUTEIIBCTBO SIBJISIETCS 00SI-
3aTeJITbHBIM MPU BCTYTUIEHWN B Opak [18].

Kak nposodumcs ckpuHuHe Ha HOCUMEAbCMBO HACACOCMBEHHbIX 3a001e8aHULL?

CKpUHUHT HOCHUTENIEH IIPOBOAUTCS IIyTeM TeCTUPOBAaHUS Ha HaJIW4YMe OIIpe-
IeJICHHBIX TeHETUYEeCKIX MYyTalllil, KOTOPbIE BHI3BHIBAIOT HACIICACTBEHHBIC HAPY-
meHus. TecT 0OBIYHO IIPOBOIUTCS C UCITOIb30BaHMEM 00pa3iia KpOBH, IS IIOJIY-
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YEHUSI Pe3yIbTaTOB MOXET IIOTPEOOBAThCSI HECKOJIBKO Helelb. Eciu BRIICHUTCS,
YTO YeJIOBEK SBJISIETCS HOCUTEIEM HACIEACTBEHHOTO 3a00JIeBaHUsI, PEKOMEHY-
eTCsT 00CYIUTD PE3YIbTaThl CKPMHUHIA C BPAUOM-T€HETUKOM.

B HacTosiee BpeMst CKpMHUHT Ha HacJIeACTBEHHBIE 3a00JIeBaHMSI IIPEUMYIIIe-
CTBEHHO BBITIOJHSIIOTCS METOJAMU CEKBEHUPOBAHUS HOBOTO MOKOJIEHUS (aHes.
Next Generation Sequencing, NGS). Metogsl NGS nMeroT 00JIBIITYIO TIPON3BO-
IUTETbHOCTb, ITO3BOJISIOT BLIIOJIHATH OMHOBPEMEHHOE CUMThIBAHYE MWIIAAPIOB
KOPOTKHUX (PparMeHTOB HYKJICUHOBBIX KHCIIOT.

CKpUHMHT Ha HOCUTEILCTBO HACIEACTBEHHBIX 3a00J1eBAHUI MOXKET OBITh ITpe/I-
JIOXEH B pa3HOM 00bEeME B 3aBUCUMOCTH OT UCITOJIb3YeMOI ITaHEIN: OT CKPUHUH-
ra TOJIbKO Ha YacThle MyTallMMd YaCTHIX HACJIeACTBEHHBIX 3a00JIeBaHMUIA 1O II0JI-
HOK30MHOTO WU ITOJTHOIT€HOMHOIO ceKBeHMpoBaHUs. OIHAKO pacIlIMpeHHbIe
BapMaHThl CKPUHUHTA UMEIOT O00JIbIIYI0 3G (EKTUBHOCTh B BLISIBICHUU HOCHUTE-
JIeit TT0 cpaBHEHMIO C TAPTETHBIMU TTaHe MU [19].

3akmoyenne. CKpMHUHT Ha HOCUTEIBCTBO SIBJISIETCS LIEHHBIM MHCTPYMEHTOM,
KOTOPBIIA MOXET ITOMOYb OTACIbHBIM JIULIAM M CYIPYKECKUM IapaM IPUHUMATh
000CHOBAHHEBIE PEIIEHNSI OTHOCUTEILHO CBOUX PEIPOAYKTUBHBIX BO3MOXKHO-
cTeil. BoIsiBIeHMEe KIMHUYECKU 3HAYMMOTO HOCUTEILCTBA HAC/IEACTBEHHBIX 3a-
0oJieBaHUIM 10 POKACHUS peOeHKA MO3BOJISIET CYIPYKECKUM ITapaM IPUHUMATh
000CHOBAHHbBIC PENPOAYKTUBHbBIC PELICHUSI, TaK1e KaK UCIOJb30BaHUE BCIIOMO-
raTeJIbHbIX PEIPOAYKTUBHBIX TEXHOJIOTHIM WX IIpepbhIBaHKE OEpeMEHHOCTU. DTO
IMO3BOJIUT COKPATUTh MIOKA3aTe/IM MIIAJCHYECKOM 1 IETCKOI CMEPTHOCTU U CHU-
3UThb HATPY3KY Ha 3IpaBOOXpaHEHUE.
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Annoramus. MHbeKIIMoHHBIe 3a00JIeBaHUST BHOCST 3HAYMTEIbHBIN BKJIAI B TIEPBUY-
HYIO 1 O0IIIyI0 3a00JIeBaeMOCTh IETCKOro HaceneHusI. YacTora MHMDEKIIMOHHOI TaToJI0-
TUU CPEI IETCKOTO HaCeJICHUSI PacTeT C KaXXKIbIM romoM. MHMeKIInoHHbIe 00JIe3HN OKa-
3BIBAIOT 3HAUMMOE BIMSHNE Ha (DOPMUPOBAHNUM COMAaTHUIECKOI ITaTojioruu. B cTpykType
IIPUYMH CMEPTH neTeil B Bo3pacte oT 0 1o 14 1eT cMepTHOCTh OT MH(EKIIMOHHBIX 3200-
JIeBaHUI HAXOOUTCSI Ha YeTBEpTOM MecTe. MHpeKIInoHHbIe 00JIe3HN TTOMUMO yiiepba
300POBbI0 HAHOCST U 3KOHOMUYeckuit yuep6. [1lo nanusiM PocroTrpedHan3opa, ToJb-
Ko B 2022 r. 5)KOHOMMYECKUIA y1iepo oT 3a00J1eBaeMOCTH MH(MEKIIMOHHBIMY 00JIE3HIMU
coctaBui okoio 1014,7 mupn . CHuXeHue 3a001€BaeMOCTH Cpelin IeTeil ClIOCOOCTBY-
€T YMEHBIIIEHIUI0 S KOHOMUUYECKHUX ITOTEPh, 00YCIOBICHHBIX BPEMEHHOM yTPaTOil TPYIO-
CIIOCOOHOCTU POAUTEIISIMU MO YXOIy 3a OOJIbHBIMU I€TbMU.

KioueBble ciioBa: MHGMEKIIMOHHbBIC 00JIE3HU, IETCKOE HaceJleHUe, HOBass KOPOHABU-
pycHas uHbexius, COVID-19, neTckast moIMKIMHUKA

Jng murupoBanus: JluHaMuka MHMEKIIMOHHON 3a00JIeBa€MOCTHU IE€TCKOTO Hacele-
HUS B IIEpUOJ PACIIPOCTPaHEHUST HOBOI KOpoHaBUpPYcHOM uHbekiuu / M. A. Ilyonokaii-
HeH, E. B. Manbeirun, U. A. Yepnsies, F0. A. Bopobbesa // Bectnuk YITMY. 2023. No 4,
C. 58—68. EDN: https://elibrary.ru/ALYTYF.
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Abstract. Infectious diseases make a significant contribution to the primary and gener-
al morbidity of the child population. The frequency of infectious pathology is increasing
every year. Infectious diseases have a significant impact on the formation of somatic pa-
thology. In the structure of causes of death of children aged 0—14 years, mortality from in-
fectious diseases is in fourth place. Infectious diseases cause economic damage in addition
to damage to health. According to Rospotrebnadzor, in 2022 alone, the economic dam-
age from the incidence of infectious diseases amounted to about 1014.7 billion 2. The re-
duction of morbidity among children helps to reduce economic losses caused by tempo-
rary disability of parents to care for sick children.

Keywords: infectious diseases, children’s population, new coronavirus infection, COV-
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BBenenne. 3a60yieBaeMOCThb AeTel SIBJASIETCS OOHOM M3 BaxKHBIX MPoOIeM 00-
1IeCTBEHHOTO 3apaBooxpaHeHus [1]. [leTu B Bo3pacTe 10 14 et HaxoadTCs B Me-
projie MYHTEHCUBHOTO (PU3UYECKOTO U TICUXOJOTUYECKOTO Pa3BUTHSI, YTO AeJIaeT
ux 6oJiee ysI3BUMbIMU TIepe]l pa3IndyHbIMU 00JIE3HSIMU U COCTOSIHUSIMU [2].

YacToTta nHGEKIMOHHOM MaTOJOTUN CPENU IETCKOTO HACceIeHUs pacTeT C Kaxk-
IbIM rofoM [3]. MHdekimoHHbIe 601€3HU 0Ka3bIBAalOT 3HAYMMOE BJIMsSIHUE Ha (pop-
MMpPOBaHNE COMAaTUYECKON Tarojoruu [4]. B cTpykType IpUUMH CMepTH AeTei
B Bo3pacte oT 0 1o 14 1eT cMepTHOCTb OT MH(EKLUMOHHbBIX 3a00JeBaHUI HAX0-
JUTCS Ha YeTBepToM MecTe [5]. MHpeKurnoHHbIe 00e3HU KpoMe yilepda 310po-
BbIO HAHOCST U SKOHOMUYecKuii yiepo. 1o nanubsiM PocrioTpebHan3opa, ToJIbKO
B 2022 r. s5KOHOMUYECKMI y1iepd oT 3a00J1eBaeMOCTU MH(MEKIIMOHHBIMU 00J1€3-
HsAMM cocTaBui okosto 1014,7 mupa P [6]. CHukeHMe 3a0071€BaEMOCTU CPEIU JIe-
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Tel CITOCOOCTBYET CHIDKEHUIO SKOHOMUYIECKHUX ITOTEPh, 00YCI0BICHHBIX BpEMEH -
HOW yTpaToii TPYA0CIOCOOHOCTH POAUTEIISIMU 10 YXOIY 3a O0JbHBIMU AEThMU [7].

CnemyeTr OTMETUTB, YTO 3a001€Ba€MOCTD IeTel UMEET M COIIMAIBHBIN aCIIeKT.
HeTtn n3 Manoo0ecIedeHHBIX CeMei, C OrpaHMYCHHBIM TOCTYIIOM K MEAUILIMHCKOMN
ITOMOIIIY ¥ TPOGIIAKTUYECKIM MepaM, CTAIKMBAIOTCS C OOJIBIIIEi BEPOSTHOCTHIO
00JIe3HN U OCIIOXKHEHUI1 [§]. DTO HecIipaBeIMBOE HEPABEHCTBO B 3paBOOXpPaHe-
HUHU TPeOYyeT 0COO0ro BHUMAHUS W YCUJIWIA IS IIPEOIOICHMSI.

B HEKOTOPBIX MCCIeIOBAaHMSIX OTMEUAIOT, YTO ITAHAeMUSI KOPOHABUPYCHOM MH-
dexumn 2019 r. (anea. Coronavirus Disease 2019, COVID-19) He oka3aia 3Ha4u-
TEJIbHOTO BJIMSTHUS Ha CTPYKTYPY M CE30HHOCTh MH(MEKIIMOHHBIX 3a00JIeBaHUIA
y geteil. OHM MPOOOJIKAIOT ITOABEPTAaThCSI OCTPHIM PECIMPATOPHBIM U KUIIIEU-
HBIM MHPEKIUSIM, KaK 1 10 naHneMun. IloaTamHoe cHATHE OTpaHUYCHUI U BbI-
XOJI M3 JIOKIayHa He IIPUBEIN K B3PBIBHOMY POCTY C€30HHBIX MH(MEKIINI1, a 3a00-
JIeBa€MOCTh BEpPHYJIACh K YPOBHIO 10 ITaHaeMuH [9]. Bmecre ¢ TeM ecTb psim padoT,
KOTOPbIE ITOKA3bIBAIOT 3HAYMMOCTh CAMOM3O0JISILIAM 1 COLIMAIBHOTO AUCTAHIIMPO-
BaHMNS B CHIDKCHNH YPOBHS 3a00JIEBAEMOCTH: B IIEPUO CTPOIMX OrPaHUUUTEIIb-
HBIX MEPOIIPUSITUI 3a00JIeBA€MOCTh BETPSIHOI OCIIBI C aIIpelisi IO MIOHb COCTa-
Bwia 30,98 Ha 100 TBIC. HacelleHUsI, YTO JOCTOBEPHO HIXKE B 7,4 pa3a CpemTHETo
MHOTOJIETHETO YpoBH: 3a 10 J1eT 1 cTaOMIbHO HIKE aHAJIOTUYHBIX ITOKa3aTelei
3a TipeapIaymme rogasl [10].

Leap uccremoBanus — M3yINTh TMHAMUKY ITOKa3aTes sl TH(PEKIIMOHHOM 3a00J1e-
BaeMOCTH U T0JIM MH(EKIIMOHHBIX 3a00JIeBaHUI B CTPYKTYpE 3a00JIeBaeMOCTH IET-
CKOTO HACEJICHHSI B IIEpHUO paCIIpOCTpaHEeHUSI HOBOI KOPOHABUPYCHOM MH(PEKITNH.

Marepuan u Metoabl. MccienoBaHue npoBoauaoch Ha 6ase JleTckoil ropoa-
ckoit kimmHndeckoi 6oapHuIBI Ne 11 (JIF'KDB Ne 11, ExkatepunOypr). [IpukperieH-
Hoe neTckoe HaceneHue 3a nmepuon 2019—2022 rr.: 2019—14 208 yenosek; 2020—
10339; 2021—-13766; 2022—10 874. MaTtepuaiaoM I UCCISIOBAHUS ITOCTYXKIIN
o(umanbHbIE CTATUCTUYECKNE TaHHBIC O 3a00JIEBaeMOCTH IeTeli: (peaepanibHOe
CTaTUCTUYECKOEe HaOJII0IeHNEe 10 OTYeTHOI popme No 12 — cBeaeHUs O YMCiIe
3a00JIeBaHMI, 3aPeTUCTPUPOBAHHBIX Y MALIMEHTOB, IIPOXXMBAIOIINX B paiioHe 00-
CITY>KMBaHUS MeIUIIMHCKOI opranmn3aunnu B ieprog 2019—2022 rr. Heobxonmmo
OTMETHUTh, UTO ciydau 3a0ojeBaHmnst COVID-19 B o611y0 nHGEKIINOHHYIO 3a00-
JIEBA€MOCTb HE BKJIIOUAIMCh 1 YIYUTHIBAIUCH OTAEIbHO. OOBEKTOM MCCIEH0Ba-
HUSI IOCIIYXXHWJIO YMCJIO ClIydaeB MH(MEKINOHHBIX 3a00JIeBaHUI, 3apeTUCTPUPO-
BaHHBIX Cpean TIPUKPEIUIEHHOTO AeTCKOTo HaceleHns B mepron 2019—2022 rr.:
2019—-7367; 2020—3204; 2021—-5812; 2022—6 306.

ITo xaxmomy roay B KaXXIOM BO3PacTHOM MHTEpBaje pacCUYMTAaHbI IIOKa3aTe-
11 3a00J1eBaeMOCTH MHMDEKIMOHHBIMU 0oJie3HssMu Ha 1000 JeroBeK aeTCKOro
HacCeJIeHMsI, CTPYKTypa 3a00JIeBIINX, JOJISI KaXKIOU IpynIibl 3a0oaeBaHuii. M3y-
YyeHa JTWHAMWKa J0a1 MHPEKIIMOHHO 3a0oieBaeMocTh B Tiepron 2019—2022 rr.
B KaXXIOM BO3PAaCcTHOM MHTEpBaJje, a TakKxKe pacCUMTAaHbI ITOKA3aTeJI HarJIsm-
HoCTH U Koa(dduumenTsl CThloneHTa. Paznuumsa cumTannch TOCTOBEPHBIMU
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npu p < 0,05. Cratuctyeckast 06paboTKa MOJIydeHHbIX JaHHBIX IPOBEACHA C IO-
MoI1bio TiporpaMMbl Microsoft Excel 2010.

Pe3syabTaTel 1 oocyxknenne. [lokazarens nHGEKINOHHON 3a001€eBaeMOCTH
Ha 1000 geTckoro HaceneHUS cocTaBmI (puc. 1):

* B2019r1.-497,2 (95 % noseputenbHblii uHTepBan (JAN): 497,12; 497,28);

* 2020T.— 298,6 (95% AUN: 298,52; 298,68);

* 2021T1.—411,1 (95% AN: 411,04; 411,16);

* 20221.— 556,65 (95 % AW: 556,55; 556,75).

B 2020 r. moka3aTenb HaTJISIAHOCTH TSI MTH(EKIIMOHHOM 3a00J1eBa€MOCTH CO-
ctaBuI K 6azrcHomMy 2019 1. 0,6 %; B 2021 r.— 0,8 %; 2022 1. — 1,1 %.

Temm pocTa obmIeit mHMeKIMOHHOI 3a001eBaeMocTr B 2020 T., TI0 cpaBHe-
Hulo ¢ 6asucHbIM 2019 1., cocTaBui 60 %, 4TO O3HAYAET CHIXKEHUE MHMEKII-
oHHOI 3aboseBaecMocT Ha 40 %. OnHaKO B MOCIEIYIOLINE TOabl HabII01aeT-
¢Sl pocT o01el MHPEKIMOHHOM 3a001eBaeMOCTU B 30He oOcyxuBaHus II'Kb
Ne 11 na 35,4% (95% OAWN: 35,08; 35,72) no cpaBHeHUIO ¢ 6a3ucHbIM 2019 r.:
¢ 497,2 no 556,6 Ha 1000 merckoro HaceneHus B 2022 .

600

566,6

500
497,2

400

4291

300

200

100

2019 2020 2021 2022

VHOeKumoHHble 1 napa3utapHble 6one3Hu Ha 1000 yenosek =@-(0VID-19

Puc. 1. Iunamuka o61mmx nHGeKUMOHHbIX 3a0oseBaHnit 2019—2022 rr.
Ha 1000 gyemoBek AeTckoro HacejgeHus, IpukperuieHHoro K JITKB No 11

Hons obiieit nHGeKUMoHHOI 3a001eBaeMocTy 3a mepuoa 2019—2022 rr. B Bo3-
pactHoii rpynite 0—4 rox (puc. 2): 20191.— 4,5% (95 % AN: 4,42; 4,58); 2020 1. —
2,42% (95% OU: 2,34; 2,5); 2021 r.— 5,95% (95% OUN: 5,89; 6,01); 2022 r. —
4,13% (95% AN: 4,03; 4,23).
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0% -
2019 2020 2021 2022
CovID-19 0,00 131 4,08 3,15
TpaBmbl 0,03 0,02 0,02 0,01
Heknaccuuumpyembie otk OT HOPMbI 0,00 0,00 0,00 0,00
1 Tlopoku passuTua 0,84 0,83 0,73 0,70

]
[llpyrue cocToAHNA, Bo3HMKatoLe B 329 400 335 277
HeoHaTanbHOM nepuope

I bepemeHHOCTb 0,00 0,00 0,00 0,00
H bone3HI MoYENoNoBON CACTEMbI 2,75 2,88 2,63 2,82
1 BonesHI KOCTHO-MbILLEYHO CUCTEMb 238 292 2,73 2,86
= bonesHu Koxu 3,65 3,78 2,54 3,39
™ bone3HI 0praHoB NuLLeBapeHna 3,96 4,31 4,13 4,01
B /HdeKumnoHHaA 3a60neBaeMocTb 451 2,42 3,95 413
B BonesHn 0praHoB AblxaHua 62,19 62,59 61,12 61,82
1 bonesHu cuCcTeMbl KpoBoo6paLLeHnA 0,55 0,52 0,45 0,48
M bonesHn yxa 2,06 1,56 1,36 143
M bonesHu rnasa 4,02 4,79 47 4,86
1 bonesHn HepBHOIA CUCTEMbI 6,15 3,28 2,94 2,94
M [lcuxnyeckie paccTpoiicTea 0,00 0,00 0,00 0,00
B BonesHI SHAOKPUHHOI CUCTEMbI 2,00 2,55 2,34 2,34
B bonesHu kposi 1,36 1,83 1,87 1,93
M HoBoo6pa3oBaHus 0,26 0,40 0,34 0,35

Puc. 2. Jona nHhEeKIMOHHBIX 3a00JIeBaHMi1 B 00111elt 3a00/1eBaeMOCTH
JeTckoro HacesneHus 3a 2019—2022 rr. B 3oHe obciykuBanust JITKB Ne 11, %

Hons ob1ieit nHdeKInoHHOoM 3a0oaeBaeMocTH 3a Tiepron 2019—2022 rr. B Bo3-
pactHoii rpymiie 0—4 roga (puc. 3): 20191. — 5,0 % (95 % AN: 4,92; 5,08); 2020 . —
3,10% (95 % OW: 3,02; 3,18); 2021 r.— 4,90 % (95 % AW: 4,84; 4,96); 2022 r. —
5,31% (95% AN: 5,21; 5,41).
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2019 2020 2021 2022
CovID-19 0,00 0,97 4,09 372
TpasMmbl 0,03 0,03 0,02 0,00
Heknaccupuumpyembie ot OT HOpMbl 0,00 0,00 0,00 0,00
1 Tlopoku pa3sutua 0,84 1,15 0,87 0,81

n
[Ipyrve cocToAHuA, BO3HYKaloLKe B 7,70 9,89 893 762
HeoHaTanbHoM nepuoge

I bepemeHHOCTb 0,00 0,00 0,00 0,00
I bonesHu MoyenonoBoiil cucrembl 1,93 2,10 1,96 2,06
I BonesHi KOCTHO-MbILLEYHOI CUCTeMbl 127 0,25 0,34 0,29
" bonesHu Koxw 2,17 2,50 2,48 3,08
M bonesHu opraHoB nuLLeBapeHus 3,18 3,26 2,95 312
B /lHdekumoHHan 3a6onesaemocTs 5,00 3,10 4,90 531
M bone3Hu OpraHoB AblXaHua 65,19 61,67 59,72 59,27
™ bonesHu cucTembl KpoBooOpaLLeHms 0,07 0,07 0,18 0,07
M bonesHn yxa 1,91 131 1,16 1,24
M bone3Hu rmasa 1,96 2,73 2,48 2,99
H bonesHu HepBHOIA cicTeMbl 4,66 4,73 436 4,61
B [lcuxnyeckve paccTpoiicTsa 0,00 0,00 0,00 0,00
B bone3HN SHAOKPUHHOIA CUCTEMDI 1,57 2,36 1,86 1,99
M BonesHu Kposu 2,09 3,18 3,14 3,29
B Hooo6pa3oBaHua 0,42 0,71 0,57 0,57

Puc. 3. Jona nHhEeKIIMOHHBIX 3a00JieBaH1Ii B 0011Ieit 3a001eBaeMOCTH
JIETCKOTO HaceJeHMs B Bo3pacTHolt rpymmne 0—4 roma 3a 2019—2022 rr.
B 30He obcayxuBanusa JI'KB Ne 11, %

Honst obuieit nH(peKInoHHOoM 3aboeBaeMocTH 3a riepuoa 2019—2022 rr. B Bo3-
pactHoii rpynme 5—9 net (puc. 4): 2019 1. — 5,08 % (95 % AU: 5; 5,16); 2020 r. —
2,50% (95 % OW: 2,42; 2,58); 2021 r.— 3,79 % (95 % AW: 3,73; 3,85); 2022 . —
4,75% (95 % OU: 4,65; 4,85).
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2019 2020 2021 2022
CoVID-19 0,00 151 417 0,14
Tpambl 0,04 0,02 0,04 0,00
Heknaccuduuupyemble OTKNOHEHNA 0T HOPMbI 0,00 0,00 0,00 0,00
™ Tlopoku pa3gutua 0,71 0,72 0,61 0,02
]
[Ipyrue cocToaHuUs, BO3HUKaloLe B 0,00 0,00 0,00 042
HeoHaTanbHOM nepuozie
bepemeHHoCTb 0,00 0,00 0,00 0,00
™ Bone3HI MOYEnonoBoil cucTeMbl 2,20 1,90 2,23 0,13
1 Bone3Hu KOCTHO-MbILLEYHOI CUCTEMbI 247 2,40 2,31 0,08
5 BonesHu Koxm 3,00 313 2,29 2,18
™ Boie3HI 0praHoB nuLLeBapenna 3,13 3,52 2,84 339
B [lHdeKuMoHHaA 3a60neBaeMocTb 5,08 2,50 3,79 4,75
M bone3HI 0praHoB AblxaHua 66,65 72,14 71,29 68,70
™ bonesHu cucTeMbl KpoBOOOpaLLEHUA 0,27 0,28 0,39 0,42
M bonesHu yxa 232 1,76 1,37 1,67
™ BonesHu rnasa 3,69 431 3,96 4,36
™ Borie3HI HepBHOI CUCTEMbI 837 2,90 2,09 2,54
B [lcxuyeckue paccTpoiicTa 0,00 0,00 0,00 0,00
B bone3HU SHZOKPUHHON CMCTEMbI 1,08 1,69 1,48 1,54
M bonesHu kpoi 0,86 1,00 0,91 1,13
B Hooo6pasoBaHusa 0,14 0,21 0,21 0,29

Puc. 4. Jona nHhEeKIMOHHBIX 3a00JIeBaHMI1 B 0011Iell 3a00/1eBaeMOCTH
JIETCKOIO HaceJIeHUsI B Bo3pacTHOM rpymie 5—9 et 3a 2019—2022 rr.
B 30He obocayxuBanusg JI'KBb Ne 11, %

Houst obuieit MHbeKUMOHHON 3a0o1eBaemMocTu 3a nepuon 2019—2022 rr.
B Bo3pacTHoii rpymiie 10—14 net (puc. 5): 2019 1. — 3,02 % (95 % AWN: 2,94; 3,1);
2020 r.— 1,42% (95% OU: 1,34; 1,5); 2021 r.— 2,91% (95 % AWN: 2,85; 2,97);
2022 r1.— 2,37% (95% AW: 2,27, 2,47). AHaornuHasi TeHICHLIUS IIPOCIEXKIBa-
eTcs B Bo3pacTHoii rpymme 15—17 net: 2019 r.— 1,53% (95 % AN: 1,45; 1,61);
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2020 r.— 0,60 % (95 % AU: 0,52; 0,68); 2021 r.— 0,70 % (95 % AU: 0,64; 0,76);
2022r.— 0,84 % (95 % AU: 0,74; 0,94).

100% — p—

90% -

80% -

70% -

60% -

50% -

40% -

30% -

20% -

10% -

0% -
2019 2020 2021 2022
CovID-19 0,00 1,58 3,9 2,50
TpaBmbl 0,02 0,00 0,00 0,02
Heknaccuduumpyembie 0TKIIOHeHHA 0T HOPMbI 0,00 0,00 0,00 0,00
" Mopoku pa3suTua 1,01 0,24 0,68 0,55

]
[lpyrue cocToAHUs, BOHMKaLLVe B 0,00 0,00 0,00 0,00
HeoHaTarnbHOM neproge

I bepemeHHoCTb 0,00 0,00 0,00 0,01
" bone3sHy M04enonoBoii cucTembl 4,71 490 391 3,83
" bonesHy KOCTHO-MbILIEYHOI CUCTEMbI 41 7,05 6,21 5,96
" bonesHu Koxu 6,84 6,16 5,24 4,79
™ Bone3Hy 0praHoB NuLLeBapeHus 6,24 6,53 7,02 5,52
B [lHdeKunoHHas 3a6oneBaemocTb 3,02 1,42 291 237
M bone3sHy opraHoB AbixaHuaA 51,91 54,39 51,70 58,51
1 Bore3Hu cucTeMbl KpOBOOGpaLLeHuA 1,68 139 0,87 0,97
M bonesuu yxa 1,99 1,69 1,62 1,42
M bonestu rmasa 7,79 8,05 835 6,88
™ bone3Hy HepBHOI CUCTeMb 5,94 1,70 2,07 1,49
M [lcuxnyeckme paccTpoiicTBa 0,00 0,00 0,00 0,00
B Bone3Hi SHAOKPUHHON CUCTEMbI 3,83 3,64 3,90 3,43
™ bonesHu KpoBu 0,78 0,82 135 1,16
M Hooobpa3oBahua 0,14 0,18 0,21 0,17

Puc. 5. Jona nHbeKIIMOHHBIX 3a00JIeBaHMI B 0011Ieit 3a001eBaEMOCTH
NIETCKOro HacejieHus B Bo3pacTHoi rpymie 10—14 mer 3a 2019—2022 rr.
B 30He obcayxuBanusa JI'KB Ne 11, %

Pe3ynbraThl aHAJIOTMYHBIX UCCISAOBAHUIA YKA3bIBAIOT HA TO, YTO HAUOOb-
IIIMIA BKJIAJ, B OOTITYI0 MH(EKIIMOHHYIO 320016 BA€MOCTh BHOCUT BO3pacTHas TpyTI-

na 5-9 ner. [5].
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Kaxk crnemyeT 3 TabIMIILI, HAMOOIBIINIA BKJIad B MH(PEKIIMOHHYIO 3a00JIeBae-
MOCTb BHOCHUT Bo3pacTtHas rpyima 0—4 roma: 46,5 % (95 % AW: 45,1; 47,8) ot 06-
IIEro YKCIIa 3aperuCTPUPOBAHHbBIX CIydyaeB MH(MEKIIMOHHBIX 3a001eBaHUIl Cpe-
IU MPUKPEILUIEHHOTO IeTCKOro HaceleHus1. [1oJist MHGMEKIMOHHbBIX 3a00J1¢BaHUIA
coctaBisieT B cpeaHeM 4,5% (95% AW: 4,18; 4,82) ot ob61ieit 3a60JIeBacMOCTU
B 3TOI BO3PAaCTHOM TPYIIIIE.

JoCTOBEPHOCTD pa3IMuuii IoKa3aTeield B IMHAMMKE U MEXIY U3y4aeMbIMU
BO3PAaCTHBIMU IPYIIIaMy ObLIa OIIpeeieHa ¢ IOMOILBIO pacuyeTa KoadgduiireHTa
CrbloneHTa. Pe3ynbTaThl MexXay IoKa3aTeIsIMU B BO3PACTHBIX TPYIIAX U I10 ro-
naM HaOmoneHust (2019—2022) ctaTUCTUYECKU TOCTOBEPHEI (7 > 2, clleaoBaTeIb-
Ho, p < 0,05).

Tabauya
CTtpykTypa MH(MEKIIMOHHBIX 3a00J1eBaHUIi MO0 BO3pacTy B AuHamuke 3a 2019—2022 rr.
BospactHas 2019 2020 2021 2022
rpyrmna Abc. | Honsa, | Aoc. | Hons, | A6c. | Hons, | Abe. | Hong,
YKCII0 % YHCIIO % YKCIIO % YUCITO %

O—4rtoma | 3346 | 454 | 1601 | 50,0 | 2637 | 454 | 2833 | 45,0
5—9ner | 2487 | 338 | 945 | 29,5 | 1780 | 30,7 | 2090 | 33,1

10—14ner | 1232 | 16,7 | 542 17 1242 | 21,4 | 1187 | 18,9
1517 et | 302 4.1 116 35 153 2,5 196 3,0
Bcero 7367 | 100 | 3204 | 100 | 5812 | 100 | 6306 | 100

Boisoasi. B iepuon pacnpoctpanerHust COVID-19 o6uiast nHgpeKImoHHas 3a-
00JIeBaeMOCTh JIETCKOTO HaceJICHMS TTocsIe JO0CTOBepHOro cHkeHus B 2020 T.
“MeeT TeHASHUMIO K yBeandeHuto B 2021 u 2022 rr.

Ha one orpaHMYUTEIBHBIX MEPOTIPUSATHI, CBSI3aHHBIX C IPOTUBOACHCTBUEM
pacnpoctpaneHuss COVID-19, nons nHdeKnMoHHO 3a00JIeBaEMOCTH B OOIIEN
3a6osieBaeMocTH B 2020 I. TOCTOBEPHO CHU3MUJIACh BO BCEX BO3PACTHBIX IPyIINax,
3aTeM B 2021 r. u mocnenytomem 2022 r. BepHyaach Ha ypoBeHb 2019 r.
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