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Pedepar. Yacrora poxxnaemocT eteii ¢ cunapomoM JlayHa B I'pogHenckoit oomactu ¢ 2008 mo 2015 rT. cHu3m-
nack Ha 58,3%. IIpoBeeHo KIMHUKO-Tab0paTopHOe o0cnenoBanue 82 HOBOPOXKIEHHBIX ¢ cHHApoMoM [layHa u 30 3110-
POBBIX MJIaJICHLICB. BhIsiBIeHO CHIDKEHNE (PM3NYECKOTO PA3BUTHSI, HAPYIICHNUE PAaHHEH aanTalny, TOBBIIICHUE YPOBHS
(eHMIaIaHNHA ¥ THPEOMHOTO TOPMOHA B KPOBU Y HOBOPOX/ICHHBIX ¢ cuHApoMoM JlayHa. [Toka3zana HeoOXonuMOCTh
paHHEro MOHUTOPHHIA M CBOEBPEMEHHON KOPPEKIINH BBISIBICHHBIX HapYILICHUH.

KotoueBble ciioBa: HOBOPOX/CHHbIE, CHHAPOM JlayHa, MeIMKO-TeHEeTHYEeCKas ciy0a, ()eHHUIaIaHuH, THPEO-
TPOITHBIA TOPMOH.

Beenenue. Bricokasi pacpocTpaHEeHHOCTh XPOMOCOMHOM MaToNIOrHMu 00yCIIOBINBAET TOBBINICHHOE BHUMAHHE
K Hell ucenenosareneil. Cpeli BceX XpOMOCOMHBIX CHH/IPOMOB Y HOBOPOXKAEHHBIX Ipeobnanaer cunapom layna (C)
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B CBSI3W C HU3KUM YPOBHEM BHYTPUYTPOOHOH I'MOENH IUIO0B W BEICOKOW MX JKH3HecmocoOHocThIo [1]. HoBopokeH-
Hble ¢ CJ] IMEFOT MOBBIICHHBIN PUCK BPOKJICHHBIX IIOPOKOB pa3BUTHs. KilmHIYeCcKue MposiBICHNUS psia 3a00IeBaHIN Y
TaKUX JIeTeH HOCST CTEPTHIH XapaKTep, MOTYT IMPOTEKATh ITOJ] BUJOM IPYTHX COCTOSHHUIN W OBITh IIPHHSATHIMH 32 TIPH-
3HaKM camoro cuHapoma [2]. CymecTByeT MHeHHe, 9To YactoTa C/l sBiseTcs Hanbonee HHGOPMATHBHBIM ITOKa3aTe-
JIEM COCTOSTHHSI TeHO(OH 1A TTOMYIISIIUH PECITyOIuKH, ((PEKTUBHOCTH MTPEHATAIEHOTO CKPHHUHTA BPOXKICHHBIX TT0PO-
KOB Pa3BUTHS U MPOPHUIAKTHUCCKUX MEPOIIPUATHI IO CHIKCHHIO POXKIAEMOCTH JETCH C MOPOKAMH Pa3BUTHSA U MIla-
JIEHYECKOH cMepTHOCTH [3].

CJ1 BcTpeuascsi ¢ TaBHUX BpeMeH. YIIOMHHAHMS O manueHTax ¢ npuHakamu CJ] umerorcst B nmureparype XV—
XVI BB. B ncTropnyecknx MCTOYHHKAX HET MH(GOPMAIMU O BBIPaKCHHON TUCKPHUMUHALMK Takux marnueHtax. Cope-
MEHHBI YPOBEHb MEIUIIMHCKON HAyKH ITO3BOJISICT HE TOIHKO CBOEBPEMECHHO BBISIBUTH, HO M OCYIIECTBHTH KOPPEKIIHIO
OTKJIOHCHHH B COCTOSTHHH 3JJ0POBBsI Takux nereil [1]. imeroTcs nccnemoBaHust, NOKa3bIBAIOIIIE BO3SMOKHOCTh COIIHA-
ymzarun Jan ¢ CJ1 [4]. dereit ¢ CJI Ha3bIBatOT «COTHEYHBIMH ACTHMUY, T. K. OHH YJIBIOYHBEI, JJACKOBBI M HE TIOMHSIT 371a.
JIromm ¢ CJ] MOTYT ITOJTHOIIGHHO Pa3BHUBAThCS M IOOMBATHCS YCIEXOB B ku3HU. [Ipumepamu gero sBisitorest Kapen add-
HHU — PYKOBOAMTEIF HEKOMMEPYECKOIT OpTraHM3aIliH, TIOMOTaroIIeH axanrayy B odmectse aetsim ¢ CJ1, [Tabmo [Tune-
Jla — WCIIAaHCKWH aKTep U nepBbiii npenoaasatens ¢ CJI, [Mayno Cax — ycnenrnslit anBokar B [llotnananu, Ctedann
I'mas — mepBas aktpuca ¢ CJ B ncropun kuaemarorpada, crtaBiiasi BOCICACTBIH JOKTOPOM METUIIMHCKHUX Hayk, Ma-
pust HedpenoBa — MOMOIIHUK Tieiarora rpynmmoBbIX 3aHsITAl st neteid ¢ C/I, eIMHCTBEHHBIN TPYI0yCTPOSHHBIHN Yelo-
Bek ¢ C/1 B Poccuiickoit denepanun.

Bnaronmapst coBpeMeHHOMY MTOXOy K OOYUSHHIO, YXOIy U ajanTanuy B o0mecTse nanueHToB ¢ CJ] ux cpemnssis
MIPOJIOJDKUTEIIFHOCTD KU3HHU YBEIMUIIIACh M TT0 HEKOTOPBIM JaHHBIM cocTaBisieT okouo 50 et [5].

AKTYaJTbHOCTh HCCIICIOBaHHsI O0YCJIOBIICHA MIMPOKOH PacIpOCTPaHCHHOCTHIO U3y4aeMOll MaTOJIOTHH, 3HAYH-
TENFHOM YaCTOTOH BCTPEYaEMOCTH, a TaK)Ke BO3MOKHOCTHIO KOPPEKIIMU OTKIOHEHHUH B COCTOSHUH 3/JOPOBBSI TAKUX ITa-
IUCHTOB U MX COIMAIN3AINN MPU 00CCIICYCHUH aJICKBaTHOTO MEIHIIMHCKOTO COTIPOBOXK/ICHNS Y H3MECHEHUH MCHTAJIH-
TeTa O0IIEeCTBa IO OTHOLICHHUIO K HUM. TakuM 00pa3om, 0003Ha4YeHHAs Tpo0ieMa HOCUT HE TOJIBKO HPAaBCTBEHHBIH, HO
1 TOCYAapCTBEHHBIN xapakrep [1].

Ieab pabOTHI — BEISIBICHUE YaCTOTHI POXKICHUS NeTeil ¢ cuaapoMomM JlayHa B ['poHEHCKOH 001acTH 1 0cO0CH-
HOCTH COCTOSTHHS 37I0pOBbs X B paHHEM HEOHATAIBHOM ITEPHOJIC.

Marepuaasl u MeToabl. VcciienoBanue nposeieHO Ha 6aze ['pomHEHCKOTO 00JaCTHOTO KIMHIMYECKOTO TIePH-
HATaJIBLHOTO IEHTPa, [ POTHEHCKON KITMHUIESCKON OONBHUIIBI CKOPOH METUITMHCKOW MOMOIIH, [ poJHeHCKON 00IacTHON
JIETCKOM KITMHUYECKOH OONBHUIEI, PecyOrKkaHCKOro HayqHO-TIPAKTHYECKOTO IICHTpa «MaTh U TUTS».

IIpoBeneH KIMHUYECKUNA OCMOTP M KapUOTHIMPOBaHHE HOBOpOXIeHHBIX ¢ CJI, mpoananusupoBaHa 81 kapra
crarmonapHoro naenta (¢ 112/Y); 89 npoTokoa0B MaToI0roaHaTOMHYECKOTO BCKPBITHS a0OPTHPOBAHHBIX TUIONIOB, a
TaKKe MoKa3aTeIn YPOBHEH (eHMTaTaHHA U THPEOUIHOTo ropMoHa y aereit ¢ C/I. [pynmy cpaBHeHus coctaswim 30
3JI0POBBIX HOBOPOJKICHHBIX.

Crarucruueckast 00paboTka MaTepraia IIpoBeIeHa ¢ HCIOIBF30BaHIEM MTaKeTa MPUKIIaIHBIX IporpaMMm Statistica
10.0. OnucarensHas craructuka: Me(LQ;UQ) — menuana (BepXHHUH KBapTHUIIb; HIDKHUIA KBapTHIIb), HETIapaMeTpruyie-
CKHI KOppeNInOHHBIN aHanu3 CriupMeHa, CpaBHEHHE 2 He3aBUCUMBIX TpyIiin MaHHa—YUTHHU.

Pe3yabTaThl M UX 00cy:xkaeHne. 3a uccieayemblii mepros ¢ 2008 o 2015 rr. B [pogHeHCKOW 00JaCTH POAMIOCH
82 pedenka ¢ CJI, 88 mmoa0oB ¢ CJI anuMuHUpOBaHO. Y3- U OMOXUMHUECKAN CKpUHHUHT mo3Boman B 2014 u 2015 rr.
CHU3UTH YKCIIO feTel, poausiimxcs ¢ C/I.

Tabmura 1. — AGCOMOTHOE YHCII0 HOBOPOXKIeHHBIX ¢ CJI 1 abopTHpoBaHHBIX M008B ¢ CJI

2008 2009 | 2010 2011 2012 2013 2014 | 2015 | Bcero
Hoopoxxaennsie ¢ CJJ 10 9 8 15 8 14 10 8 82
AboptupoBanHbIe 1061 ¢ CJ1 2 12 9 9 16 14 13 13 88

Kak cienyer u3 Tabmuipl 1, Hanbosbmiee komuaectBo aeteit ¢ CII poaunock B 2011 u 2013 IT. 1 B CpaBHEHUH C
2008 r. yBenmmmumiioch Ha 58,3%. B nocneayroiem orMevanock cHmkenue yucia pogusimxcs ¢ CJ[ B 2014 . u 2015 .
Ha 27,0 u 55,6% COOTBETCTBEHHO IPH OJJHOBPEMEHHOM YBEIHMUYCHHH B 6,5 pa3a duciia MpepBaHHBIX OCPEMEHHOCTEH C
CJI. Crienyet OTMETHUTB, 4TO y 39 MaTepei 0OTCYTCTBOBAJ PUCK poxkaeHuUs pedenka ¢ C/I, 25 maTtepeit oTkazaauch OT WH-
Ba3MBHOM METOIMKHU 00CIIeOBaHUS (aMHHOIICHTE3a), a 6 — He cocTosuin Ha ydere. Cpely BCeX HCXOI0B OepeMEeHHO-
ctu yactota CJI B I'pomuenckoii odmact B 2015 1. yBenuumiack B 2 pasa o cpaBHenuio ¢ 2008 r. CHImKEHHE 4aCcTOThI
poxeHus netei ¢ nannoi natosorueit B 2014-2015 rr. eime pas moaATBepXKIaeT 3HAYUMOCTD MPOQUITAKTHKY U TIpeHa-
TaJBbHOU AUArHOCTHKH, BKITFOYAIOIICH OMOXUMHUYIECKAN U Y 3-CKpHHUHT OepeMEHHBIX, OCHOBHBIMH 33a9aMH KOTOPOTO
SIBJSIETCSL OTIPEICIICHUE BEPOSTHOCTH POXKICHUS pebeHKa ¢ cHHIpoMoM JlayHa y KOHKPETHOW JKeHIIMHBL. Bce HOBOpOXK-
JICHHBIE 1 a00OPTUPOBAHHBIC TUIOABI KAPUOTHITHPOBAHBI.

Junamuka poxaaemoctu aeterd ¢ CJ] u smumuHupoBaHHbIX TuionoB ¢ CII B I'poaHenckoi obmactu 3a 2011—
2015 rr. npencrasieHa Ha pucyHke 1.
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Pucynok 1. — JIlunamuka po:kaaemMocTH Aereii ¢ cunapomom JlayHa u Beex 3a4yaruii ¢ cunapomom Jlayna

Ha 1000 ponuBmINXCH KUBBIMH M MEPTBBIMU

B nocnennue roasl HabmomaeTcs cHmkenne poxxaaemoctu aereit ¢ CI Ha 58,3% (2011 . — 1,2%,aB 20151 —
0,7%. B 2015 r. nmMeI0 MECTO CHIKEHHE YacTOTHI Bcex HexonoB 6epemennoctu ¢ CIl Ha 13,0% mo cpaBHenuto ¢ 2011 .

BospacT marepu — BaxkHBIN (haKTop, BIUAIOMNI Ha OIaronolyyHoe TeueHne 0epeMeHHOCTH U ()OPMHUPOBAHHE
37I0pPOBBSI IUIOAA 1 HOBOPOXKAEHHOTO. bonemuHcTBO Aeteit ¢ C/1 poxmiocs y skeHIUH B Bo3pacTe 18-30 neT u ToIbKo y
21,3% ponuBmuxcs neteit matepu O0buta crapiue 35 aet. [To naraeiM pabot Kammmna C.JL. (2012), B 90% ciyuaes 1o-
MOJTHUTENBHYIO 21 XpoMocoMy pebeHok monrydaeT oT Marepu U B 10% — oT otna. Bo3pacTHoit coctaB Marepeif, poaus-
mux aereit ¢ C/I, mpencrasineH Ha pUCYHKE 2.

& 30 28

- 21,9

s A v 207 — 507 —
\

20 —ic *\

15

T~ 8,5

5
O T T T
18-25 met 26-30 ner 31-35 ner 36-40 net crapie 40 et

PucyHnox 2. — Bo3pacTHoii cocTaB marepeii

IIpoananm3upoBaHo (GyHKIIMOHAIEHOE COCTOSTHUE OpraHu3ma marepel, ponusimx aereit ¢ CII. B xome nccre-
JIOBaHMs OBIJIO YCTaHOBJICHO, UTO KEHIMHEL, poausire aeteid ¢ C, otmryanick Beicokoi (45,0%) comarmaeckoi 3a-
OoneBaeMocThIO: HH(DEKITMOHHEIE 3a001eBanus (18,6%), 3a00IeBaHNsT MOYEBBIICIUTENEHON cucTteMsl (15,7%), sHmI0-
kpuHHBIE 3a00neBanus (10,5%), 3a007eBaHus KETYJOUHO-KUIIEYHOTO TpakTa (7,9%). Hambonee 9acto BBIABISUINCH
aKyIIepCKO-THHEKONOTHuecKas nmaroiorus (47,3%). ¥V 62,0% KSHIIMH MMeNI0 MECTO OCJIOKHEHHOE TeUeHHE OepeMeH-
HOCTH: yrposa npepsBanus (52,0%), muoroBoxue (22,0%), recto3 (18,0%) u deTtormmaneHTapHas HEIOCTaTOYHOCTh
(8,0%).

UYepes ecTecTBEHHBIE POAOBBIE ITyTH poauiock 66,0% neteii u 34,0% myTem onepainuu kecapeso ceuenue, 93,0%
HOBOPOXXJICHHBIX POIIIINCE B CPOK, 7,0% — MPekIeBPEMEHHO.

Cpenu ponusimxcst MianeHies ¢ CJI npeodnananu Manpanka — 63,1%, neBouek — 36,9%. dusnueckoe pas-
Butue neteit ¢ C/I mpeacrabieHo B Tabmuie 2.

Tabmuma 2. — dusnueckoe pasputue netei ¢ CJ

TToka3zarenu pu3nIECKOro Me (LQ;HQ) U p
pasBUTHA cunzapom Jlayna rpynna cpaBHEHUs

Macca tena, T 2965 (2650; 3350) 3400 (3100; 3700) 391 <0,001

JmHa tena, cM 51 (49; 52) 53 (51; 55) 318,5 <0,001

OKpY>KHOCTb TOJIOBBI, CM 33,5(32; 34) 35 (34; 36) 291,5 <0,001

OKpYXHOCTb T'PYJIH, CM 32 (31; 33) 34 (33; 36) 247 <0,001

Kak cirenyer U3 gaHHBIX TaONHUIBI 2, BCE IMTOKa3aTeN (pU3MYECKOTO pa3BUTHs y NeTell ¢ cuaapomoM [layHa o-
CTOBEPHO HMYKE aHAJIOTHYHBIX IMOKa3aTesel aerei rpymnmbl cpaBHeHus(p<0,001).
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B cocrosiauu cpennelt crenenu Tsbkectu poamiiock 87,0% nereid, B TsokenoM coctosiHuu — 13,0%.Y nereit ¢
CJI mpumepHO B 3 pasa yamie BBISBISUICS OTSATONICHHBIN TCHEAIOTHYSCKHA, OMOIOTHYECKUH U COIHaIbHO-CPETIOBOH
anamues (14,2 u 3,8%, p<0,05). BpoxxieHHbIC TOPOKH pa3BUTHA BBIABIEHHI y 64,0% mereill. Cpenu HUX mpeoOiaia-
JIM BpOKJICHHBIE IOPOKH cepaua — 75,0% (Hanboee yacto — A'V-KOMMYHHKAIHN), ModerionoBoi cuctems (10,0%),
KETYJOYHO-KUIIEYHOTO TpakTa (6,0%), nerxatenpHol (4,0%), kKocTHO-MBImeyHOH (3,0%) 1 IeHTpaIbHOI HepBHOU CH-
creMsl (2,0%). MccnenoBanue CBUICTEIBCTBYET O HAPYIICHHH COCTOSHHUS 310poBbs aered ¢ C/I, Tpebyromiero paHHe
KOPPEKIIHH.

Hawubonee pacripocTpaHeHHBIMA (PCHOTUITHYCCKUMH ITPH3HAKAMHU y HAOIFOMaeMBIX MAIIMEHTOB OBUIN: MOHTOJIO-
UAHBIN pa3pe3 mias (94,0%), nobaBouHas KokHas ckianka Ha mee (92,0%), koporkas mres (87,0%), KopoTKHEe KOHEY-
HoctH (72,0%), Opaxunedamnus (68,0%), HU3KOPACIIONOKEHHBIC TUCIUIACTHYCCKUE YIIHBIE PaKOBUHEI (65,0%), smu-
KaHTyC (65,0%), Tmockoe mmupoxoe mepeHocke (65,0%), monepeynas gagoHHas ckiagka (62,0%), MpIIeqyHast THITOTO-
Hus (51,0%), kmrromakTimus (38,0%), urockoe smto (38,0%), ymmomenue 3ateiika (32,0%), caHganeBUIHAs b
(30,0%), rotrueckoe HeOO (22,0%).

Hurorenernueckue Bapuantshl CIl y poausmuxcs aered B 96,4% ciydaeB peacTaBiIeHbl IPOCTON TpUCOMUEH
21 xpoMocomsl, B 2,4% — TpaHCIIOKallMOHHBIMU BapHaHTaMM, YTO COYETAETCS C IUTEPATYpPHbIMU JaHHBIMU. C Mo3au-
IIU3MOM BBISIBIICHA TOJIBKO OJTHA JIeBOYKa. [Ipn Mo3anIi3Me HapyIieHHe KapHOTHIIA 3aTParuBaeT TOIBKO HEKOTOPBIE Op-
raHbl ¥ TKaHU. JlaHHAs popMa CHHApPOMA SBISETCS, KaK PAaBHII0, OoJiee JIETKol (B 3aBHCUMOCTH OT OOIITUPHOCTH U3Me-
HEHHBIX TKaHEH M MX PacIIOJIOKCHHUS B OpPraHU3ME), OTHAKO OoJiee Tpy/aHa Ul IPSHATaIbHON THArHOCTHKH.

Cpenu abopTHPOBAHHBIX IUIOOB MTPOCTask TPHCOMUS MPH IIUTOTCHETUIECKOM MCCIICIOBaHNH BEISBICHA B 95,5%
ciry4aes, B 4,5% — TpaHclokapoHHas Gopma.

AHanmm3 ypoBHS (peHUIAIAHWHA U TUPEOTPOITHOTO TOPMOHA B KPOBH HOBOPOXIEHHHEIX ¢ C/ B paHHEM HeoHa-
TAJEHOM TIEpHOJIe MTOKa3al JJOCTOBEPHOE YBEIMYCHHE JTAHHBIX MOKa3areseil y HOBOPOXKACHHBIX ¢ cuHApoMoM /JlayHa,
YTO MOYKET CITY)KHTBH 3BCHBSIMH MaTOTeHe3a MICHXOHEBPOJIIOTHYECKHUX PacCTPOUCTB [1].

Tabnmma 3. — YpoBeHb (peHIIaTaHNHA U THPEOTPOITHOTO TOPMOHA

Me(LQ;HQ)
I[Noxazarenu U p
OCHOBHasi rpyImna rpyIina CpaBHEHUs
®deHnnananuH, Mr% 1(0,85;1,2) 0,9 (0,7; 1,1) 658.5 0,025
TupeoTponHbIil FOPMOH, . )
MME/n 2,48 (1,45;4,77) 1,6 (1,35; 1,2) 413,5 0,019

Crnemyet OTMETUTb, 4TO 64,0% neteii ¢ CJI ObUTH BBITUCAHBI TOMOM, 26,0% OBLIH HANpaBlIeHBI B IETCKYIO 00Ib-
HUITY JUIs TajbHenero Haomonenus, 3,0% — ymepnu. B 7,0% ciydaeB pognuTeNn OTKa3aIuCh OT CBOUX JETEH.

3axsrouenne. TakiM 06pa3oM, KOMIUICKCHBIN TpeHAaTaNbHBIN CKPUHIHT, BKITfodaronid Y3 n GnoxuMmdecknit
aHaJIN3, TI03BOJIMII CHU3HUTH YaCTOTY POXKJIEHHUs JeTel ¢ cuaapomom Jlayna B ['ponnenckoit odnactu B 2015 1. Ha 58,3%.
HccnenoBanne mokasaio, 9To Y HOBOPOXKICHHBIX ¢ CHHApoMOM JlayHa Oojee HU3KHE TToKa3aTen (pu3ndeckoro pa3Bu-
T, y 64,1% W3 HUX BBISBICHBI BPOX/ICHHBIC IOPOKH pa3BUTHS. J[aHHBIE 00CTOATEIHCTBA HEOOXOAMMO YIUTHIBATE IPH
[IPEHATAJIbHOM YJIbTPa3ByKOBOM HUCCIIEAOBAaHUM IIJIOAA, B T. Y. M Y NALUEHTOB B BO3pacTHOU rpymme a0 35 ner. Jlocro-
BEPHOE YBEIMYEHHE YPOBHA (PeHMUITATaHNHA ¥ THPEOTPOITHOTO TOPMOHA B KPOBH HOBOPOXKJICHHBIX C CHHApOMOM JlayHa
JOUKTYCT HeO6XOIII/IMOCTI) JUCIIAHCEPHOTO Ha6J'IIOI[eHI/ISI HE TOJIBKO Bpada-nieauarpa U y3Kux CricquaJIruCTOB 110 KIIMHUYEC-
CKUM TIPOSIBIICHUSM 3200I€BaHUS, HO M Bpavya-dHIOKpUHOIOTa. OCOOEHHOCTh KIIMHUKO-META00INIeCKIX HAPYIICHUH
y aereit ¢ CJ] Ha paHHUX 3Tarmax OHTOTEHE3a OMPEENAI0T HEOOXOMUMOCTh PAHHET0 MOHHTOPHHTA M CBOCBPEMEHHO
KOPPEKIAN BBIBICHHBIX HAPYIICHHUH, YTO 00ECTICUNT yITyUIIeHHE COIMANBHON aanTanny AeTel ¢ cuaapoMoM JlayHa.
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CLINICAL METABOLIC ADAPTATION OF NEWBORNS WITH DOWN SYNDROME
Paltseva A.1.1, Motsiuk I.N.?, Martynchik D.1.?, Gusina N.B.3, Ponomarenko S.M.!
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The frequency of birth of children with Down syndrome in Grodno region has decreased by 58.3% from 2008
to 2015. 82 new-borns with Down syndrome and 30 healthy babies went through a clinical laboratory examination.
Physical development decrease, neonatal adaptation defects, increased level of phenylalanine and tireodnami hormones
in the blood of new-borns with Down syndrome have been discovered. The neonatal monitoring and timely correction
of the found disorders is recommended.

Keywords: new-borns, Down syndrome, medical genetic service, phenylalanine, thyroid-stimulating hormone.
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