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nupekTop JlemapraMeHTy MeAMYHUX nociyr MiHicTepcTBa
OXOpPOHHU 3710pOB’s YKpaiHu, rojioBa po6oyoi rpymnu;

3aBilyBay BIAAUTYy JIUTAYO0I €HAOKPUHOJIOTIL YKpaiHCHKOIO
HAyKOBO-TIPAKTUYHOTO  LIEHTPY  EHIOKPUHHOI  XIpyprii,
TpaHCIUIAHTaLlli EHAOKPUHHHUX OpPraHiB 1 TkKaHUH MiHicTepcTBa
OXOPOHHM 3JI0pPOB’S YKpaiHW, 3aCTylMHUK TOJOBU pPOOOUOi
IpyNu 3 KIHIYHUX MUTaHb,

3aBigyBayKa naboparopiero MEJIUYHO1 T€HETUKHU
CrienianizoBaHoro MEJIUKO-TeHETUYHOT O HEHTPY
HamionanpsHo1 JTATAYOT creraiizoBaHol JiKapHi

«OXMATIUT» MinictepcTBa 0XOpOHHU 310POB’ s YKpaiHH;

TOJIOBHUM CIHEUIANICT BIAAUTY PO3BUTKY MEAMYHUX MOCIYT
JlenapramMeHTy MeAUYHHMX Tocayr MiHicTepcTBa OXOPOHHU
310pOB’sl YKpaiHu;

3aBigyBayKa BIIIUIEHHS JTUTSAYO01 €HJIOKPUHOJIOT 11
HamionansHo1 IUTSIYOT creraiizoBaHol JiKapHi
«OXMATIUT» MinicTepcTBa 0XOpOHU 310pOB’S1 YKpaiHu;

TUPEKTOpP  YKPAailHCBKOTO HAYKOBO-TIPAKTUYHOTO LIEHTPY
€HJIOKPUHHOI XIpyprii, TpaHCIUIaHTAIlll €HIOKPHHHUX OpraHiB
1 TKaHUH MiHICTepCTBA OXOPOHHM 3710pOB’ sl YKpaiHu,

3aBigyBauyka BIIJUJICHHS €HIOKPUHHOI IMATOJIOT1i Ta CTaTEBOTO
JO3pIBaHHSA  JICP)KABHOI yCTaHOBU «IHCTHUTYT OXOpOHU
3M0poB’st  mited Ta mimiTkiB  HamioHampHOT akamemii
MEIUYHUX HAyK YKpaiHu» (3a 3rofom0);

JIOIIEHT Kadeapu SHIOKPHUHOJIOT11 Binaumpkoro
HAI[IOHATBHOTO MEJIUYHOTO YHIBEPCUTETY iMeHi1
M.I. Iluporoaa;

MeTononoriunmii cynpoBia Ta ingopmaniiine 3a0e3ne4eHHs

I'ynenko Okcana
IBaniBHA

HAaYaJIbHUK BIIAUTYy CTaHAApPTHU3aIil MEIWYHOI JOMOMOTH
JIEp’)KaBHOTO TiAnpueMcTBa «Jlep>kaBHUIM €KCTIEpTHUN IICHTP
MiHicTepcTBa OXOPOHU 3/I0POB’ ST Y KpaiHm».
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Enextponny Bepcil0 JOKyMEHTa MOKHA 3aBaHTAXUTH 3 PeecTpy Meauko-
TEXHOJIOTIYHUX JOKYMEHTIB 31 CTaHAApTU3AIlli MEIUYHOI IOMMOMOTH, 1110 PO3MIIICHHI
Ha cauTi JlepxaBHOTO EKCIIEPTHOIO LIEHTPY MO3 Ykpainu
(https://www.dec.qgov.ua/mtd/home/).

Jlep:xaBHMI eKclepTHUH HeHTP MiHICTepCTBa OXOPOHHM 310POB’A Y KPAiHU €

YJIEHOM
Guidelines International Network a’i‘eﬂm‘?ﬁ
(MixkHapoaHa Mepeska HaCTaHOB) & '3‘%
.f. E'
) 05
- N
kfﬂm]}a?}'
Penenszenru
Komicapenko 3aBigyBau  Kkadenpu  eHmokpuHoisorii  HaiioHaneHOTO
FOmnis IropiHa meauuHoro yHiBepcutety iMeHi O.0O. boromounblis;
[lanbkiB 3aBiAyBau BiAAUTY TPO(DIIAKTUKH, JIKYBaHHS I[yKPOBOI'O
Bonoaumup niabetry Ta MOro ycKJIaJHEHb YKpPaiHCBKOTO HAyKOBO-
IBanOBUY NPAKTUYHOTO LEHTPY €HIOKPUHHOI Xipyprii, TpaHCIUIAHTALlIl

EHJOKPUHHUX OpraHiB 1 TKaHWH MIiHICTEpCTBa OXOpPOHU
310pOB’sl YKpaiHHu.

Ileperasia kaiHiYHOT HACTAHOBH 3aMIaHOBaHO Ha 2028 pik
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NEPEIMOBA MYJIbTUIACHUILIITHAPHOI POBOYOI T'PYIIU

B ocHOBY naHoi HacTaHOBH MOKIaeHO JokyMeHT Congenital Hypothyroidism:
A 2020-2021 Consensus Guidelines Update— An ENDO-European Reference
Network Initiative Endorsed by the European Society for Pediatric Endocrinology
and the European Society for Endocrinology, o 0yB o0panuii po6o40r0 TpyIoro, K
MIPUKJIa] HAWKpamoi MPAKTUKA HAJIaHHSA MEIWYHOI JTOTIOMOTH JIiTSM 3 BPOIKCHHM
TiMOTUPEO30M Ta TPYHTYETHCA Ha JAHUX JOKA30BOi MEAWIIMHH CTOCOBHO
e(eKTUBHOCTI Ta OE€3MEeKN MEAMYHUX BTpYy4yaHb, (hapMakoTeparii Ta opraHizaniiHux
npuHuMmiB i1 HagaHHsA. KH Oyna oOpaHa Ha OCHOBI 00’ €KTUBHUX KPUTEPIiB OL[IHKHU 3
BUKOPUCTaHHSIM MDKHApPOJHOTO IHCTPYMEHTY - ONUTYyBajJbHUKA 3 EKCIICPTU3H Ta
orinku HactaHoB AGREE II.

3anpornionoBana KH He mMoBHMHHA pO3IIHIOBATUCH, SK CTaHAAPT MEIUYHOTO
nikyBaHHs. JlorpumanHs mnonokeHb KH He € rapaHTielo yCHIIIHOTO JIIKYBaHHS Yy
KO)KHOMY KOHKPETHOMY BUTIAJKY, 11 HE MOYKHA PO3IJISIIATH, IK TTOCIOHHMK, 10 BKITFOYAE
yc1 He0OX1TH1 METO/IM JIIKyBaHHS a00, HaBMaku, BUKItoYae iHiIi. OCcTaTouHe PillleHHs
CTOCOBHO BHOOpPY KOHKPETHOI KJITHIYHOI Mporeaypu abo IUlaHy JIIKyBaHHS MMOBUHEH
NpUIMaTH JIiKap 3 YpaxyBaHHSM KIIIHIYHOTO CTaHy MAaIli€HTa Ta MOXKJIMBOCTEH IS
NPOBEJICHHS 3aXO1B JIarHOCTUKHM 1 JIIKYBaHHS y KOHKPETHOMY 3aKJaJl OXOPOHHU
3nopoB’s. KH «Bpomkennii TinoTupeo3» Mae Ha METi HaJaHHS JOTIOMOTH JIKapio Ta
IpeJACTaBHUKAM TMaIlieHTa B MPUHHATTI PalliOHAJBLHOTO PIIEHHS Y PI3HUX KITHIYHUX
cUTyalisiax, € 1HGOpPMAIIHHOK MIATPUMKOIW MJIs IABUIIEHHS SKOCTI MEIUYHOT
JIOTIOMOTM Ha OCHOB1 JI0Ka3iB €(EeKTUBHOCTI 3aCTOCYBAHHS TEBHUX MEIUYHUX
TEXHOJIOT1H, JTIKIB Ta OpraHi3alliiHUX PECypPCiB MEIMYHOI JOTIOMOTH.

Jana KH wmictute iH(OpMaIlit0 CTOCOBHO OOIPYHTYBaHHS JIIKyBaJIbHUX,
npoUIAKTUYHUX Ta OpraHi3allifHUX 3axo0JiB, IO CHPSMOBaHI Ha 3amoOiraHHS
nodinparmasii. 3anpononoBana KH He moBuHHA po31iHIOBATUCSA, K CTAIUNA CTAaHIAPT
MEJIMYHOTO OOCTEKEHHS Ta JIIKYBaHHS, a CKOpIIIe BU3HAYa€ MIHIMAJIBHO HEOOXITHUMA
KOMIUIEKC J11IarHOCTUYHO-JIIKYBaJIbHUX 3axoaiB. CydacHUN pO3BUTOK MEIUIIMHU
nepeadavae MOCTIMHE BIOCKOHAJICHHS 3aXOJiB IOJIO JIarHOCTUKH, JIIKYBaHHS Ta
npo(diTakKTUKKH XBOpOO 3 ypaxyBaHHSM BHMOT J0Ka30Boi meaunuHu. Cucrema
CTaHJapTH3aIlli MEIWYHOI JOIMOMOTHM OpiEHTOBAaHA Ha PO3POOKY MEIHUKO-
TEXHOJIOT1YHUX JOKYMEHTIB, SKI JONOMAararTh JKapi e(QEKTHBHO MiITH B
KOHKPETHUX KIIHIYHMX CHUTYaIlisIX, YHHKalOud HeePEeKTUBHUX Ta TMOMMIKOBHUX
BTPYyYaHb.



Congenital Hypothyroidism: A 2020-2021 Consensus Guidelines Update

AHOTANIA

IMinroroBka. InimiatuBy ENDO-European Reference Network (ERN)
3anoyaTkoBaHo 22 yyacHukamu 3 ENDO-ERN 1 cxBaneno €Bponeiicbkum
TOBapUCTBOM JuTsAsuuX eHjokpuHoiorisB (ESPE) ta €BpomneiicbkuM TOBapuCTBOM
enokpunosioriB (ESE). Mera iHi1llaTUBY — OHOBJICHHS IPAKTUYHUX PEKOMEH AL 3
JTIarHOCTUKA Ta JIIKyBaHHS  BpojkeHoro rimotupeo3y (BI'). Ilposeaeno
CUCTEMATUYHHIA TIOMIYK JIiTepaTypH, BU3HAYCHO KJIFOYOBI CTATTI PO HEOHATAJIbLHUHN
ckpuninr (HC), niarHocTMKy Ta JIKyBaHHS MNEPBHUHHOTO Ta UeHTpayibHOro BI'.
PekoMeHnalii, mo TIpyHTYIOTbCS Ha JOKa3ax, OI[IHIOBAIM 3a JOTIOMOTOK) CHUCTEMU
GRADE (Grading of Recommendations, Assessment, Development and Evaluation
system),Ilf0  OMHUCY€ SAK CUJIy PEeKOMEHJaliid, Tak 1 SKICTb JO0Ka3iB. 3a
BIJICYTHOCTOHITOPUHI1 JOCTaTHIX JIOKa31B BHUCHOBKM TIPYHTYBAJIMCA Ha JAyMIIi
€KCIIEePTIB.

Pe3tome. Pekomenpaaniii BKIIO4aroTh pi3Hi migxoau Ao npoeaeHHs HC na BT,
a TaKO)X BCTAaHOBJICHHS €TIOJNIOTIi 3axXxBOPIOBAaHHS (BKJIIOYHO 3 TE€HETHYHOIO),
JTIarHOCTHUKY, JIIKYBaHHS Ta MPOTHO3 SK MEPBHHHOTO, TaK i meHTpaibHoro BI'. Ilpwu
BCTaHOBJICHH] JiarHo3y BI' 1uTHHI KOMICiS €KCTIepTIB PeKOMEH1Y€e HETalHUI MOYaTOK
JIKyBaHHS JICBOTUPOKCMHOM Yy TMPAaBHIBHOMY JO3yBaHHI Ta YacTe MOJajblie
CIIOCTEpEKEHHS, BKJIIOYHO 3 JIA0OpPaTOPHUMHU aHali3aMH, JIs IMIATPUMKH PIBHS
ropMoHiB muTonoaioHoi 3amo3u (11[3) B mibOoBUX diama3oHax, CBOEYACHY OIIHKY
HEOOX1THOCTI TPOJOBXKEHHS JIIKYBAaHHS, CIIOCTEPEKEHHS 3a PO3BUTKOM HEPBOBOI
CHUCTEMH Ta HEHPOCEHCOPHUX (PYHKIIIHM, a 32 HEOOXITHOCTI KOHCYJbTAIlll CYMDKHHUX
CTeliaicTiB, HaBYaHHA JUTHHU Ta ciM’i mpo BI. T'apMonizariis JaiarHOCTHKH,
JIKYBaHHS Ta TOJAJBIIOTO CIIOCTEPEKECHHS] ONTHUMI3yE pe3yJbTaTH JOIMOMOTH
narieHTam. Hacamkinens, yci moau 3 BIT MaroTh mpaBo Ha peTeNbHO CIIAaHOBAHUMA
nepexija Bij meaiaTpiyHoro 0 MEJIUYHOTO CYITPOBOAY JTIOPOCIIHX.

BucHoBku. Ie OHOBJICHHS KOHCEHCYCHUX  peKOMeHAaIlii CIILJI
BUKOPHUCTOBYBATH JJISl TTOJAJBINOI ONTHMI3AIlli BUSBICHHS, JIarHOCTHKHU, JIIKYBaHHS
Ta MOJAJIBIIOTO CIOCTEPEKEHHS 3a MITbMH 3 yciMa ¢opmamu BI' 3a BukopuctanHus
HAWHOBIIUX JOKa3iB. J[aHe OHOBIIGHHS MOXE JOMOMOITH TIEPEKOHATH OpTraHu
oxoponu 3110poB’s B nepeBarax HC na BI'. HeoOxiaH1 mogansIi emigeMioNoriydi Ta
eKCIIEpUMEHTATbHI JOCTIIPKSHHSI 11 PO3YMIHHS 30UTBIIICHHS YaCTOTH IIi€] MaTONOT1i.

BCTYII

Bpomxkennii rinotupeos (BI') MokHa BU3HAUNTH SK (BapiaTUBHY) NUCQYHKITIIO
oci rimotanamyc-Ttinodiz—muronoxiona 3amo3a (I'TII3) 3 HapomKeHHS, IO
MPU3BOAUTH 10 HEJOCTATHROTO CUHTE3Y TUpeoinuux ropmoHiB (TI) i, sk HaCTiIOK, 1X
nedinuTy Big TSOHKKOro g0 Jierkoro. BIT Moxke OyTm BUKIMKAaHMH aHOMaJIbHUM
po3BuTkoM abo dynkmiero 113, rimotamamyca abo rinodiza, a TAKOX MOPYIICHHSIM il
TT.

¥ 2014 poui Oyno ony0J1iKOBaHO MIXHAPOJAHY KOHCEHCYCHY HACTaHOBY LIOJA0
BI', sika oxonwiia HaykoBy Jitepatypy A0 2013 poky (1), 3amouarkoBaHO 1HILIATUBY
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ENDO-European Reference Network (ERN), sxy cxBanuiu ESPE ta ESE 3 metoro
OHOBJICHHS TPAKTUYHUX PEKOMEHALIN 11010 A1arHOCTUKH Ta JiKyBaHHs BI'.

METOAHU
VY miaroToBIll KOHCEHCYCY Opajiu ydacTh ABAIUATH JIBa YYACHUKHU BiJ MEpexi
ENDO-ERN, OcHoBHa TemartuyHa rpyna 8 — HIMTONOAIOHA 3aji03a, BKIIIOYHO 3

npeacraBHUKoM acomianii nanieHtiB ENDO-ERN, a Takox Bil ABOX HayKOBUX
toBapuctB, ESPE ta ESE. IliaroroBka xoHceHCycy TpuBana mpubOinu3HO 24 Micsili,
nourHarouu 3 Kinug 2017 poky, 30kpeMa 3 00MIHOM €JIEeKTPOHHUMU JIUCTAMU Ta IBOMA
MIATOTOBYMMHU OCOOMCTHUMM 3ycTpidamu, opranizoBanumu B 2019 pomi. VYei
CHIBaBTOPU BUKOHAJIM KOMIUIEKCHE JOCIIIKSHHS JIITEPATypH 3a JOMOMOTOI0 PECYPCY
PudMed, Bkitouaroun crarti, onmyosrikoBadi 3 1 ciyns 2013 poky 10 cborojHi (KiHenb
2020 poxy) 11010 I’ SITK PI3HUX MIATEM, IPEACTABICHUX y KOHCceHcycl. [lybmikartiii 1o
2013 poky Bxe posrisganucs B nomnepeaHboMy koHceHcyci BIT, omyOnikoBaHoMy B
2014 poui. BpaxoByBanucs nuuie my0iaikaiii aHr1iicbKO MOBOIO.

KommutekcHwmif ormsig ycix oOpaHuX craTeil CTaB OCHOBOIO AJIs OOTOBOPEHHS Ta
HanucaHHs s 1 atu pobounx rpymn (PT): PT'1 - HC, PI'2 - niarHocTHka Ta Kputepii
nikyBaHHs, PI'3 - nikyBaHHs Ta MOHITOpUHT, PI'4 - pe3ynbratu HC Ta panHe nikyBaHHS
ta PI'S - renetuka BI' Ta antenaranpae BegeHHs. Koxxna PI™ migroryBana nmonepeHii
JOKYMEHT 13 y3arajbHCHHSIM IHTaHb, PO3TVISHYTUX Ha MiATOTOBYMX 3ycTpidax, i
Ha/iana Woro JUIs O3HAMOMIICHHS BCIM €KCIiepTaM Tepe]] 3aKII0YHO0 3ycTpiuuro. Ha
3aKJTIOYHIM KOHCEHCYCHIW 3yCTpidul MPOMO3UIlii Ta peKOMeHaIlii Oyiau NeperisHyTi
y4acCHUKaMHu Ta OOroBOpEeHl Ha IUICHAPHUX 3aCiJaHHAX, 110 JO3BOJIMIO Oyab-siKe
nepe@opMyIifoBaHHA pekoMeHaaiii. Pexkomenparii Oa3yBanucs Ha HalKpammx
HasBHUX JI0Ka3ax JOCIKeHb. Y pas3l HEOOXITHOCTI PO3TIAIAIUCA 3asBH PO
HaWKpalli JOCHIIKEHI MPAaKTUKH, a MPU HEOJHO3HAYHOCTI JOKa3iB peKoMeHmaIlii
IPYHTYBAJIHCS HA BUCHOBKAX €KCIIEPTIB.

3 JeTaJlbHUM OIKMCOM CHCTeMH OIiHKu pekomeHaalii GRADE wMoxna
Oo3HaOMHUTHUCS Yy BUIbHOMY pocTymi (2). dakropw, sKi BIUIMBAIOTh Ha CHUIY
pekoMmeHmaiii (cwibHa YK ciabka), BKIOYAIOTHh SKICTh JOKa3iB, OamaHC Mix
nepeBaraMm Ta pu3uKaMmu, TsArap BTpy4YaHb 1 BApTIiCTh.

JI1s KO)KHOTO TYHKTY OIKMCAHO PEKOMEHJAIi Ta J0Ka3u 3 MoaudiKariero
OI[IHKK JIOKa31B TaKUM YHHOM: | =cCHJIbHa peKOMeHAAIlisl (3aCTOCOBYETHCA IS
OUTBIIIOCTI TAIIEHTIB y OUIBIIOCTI BHITAJIKIB, IEPEBAru SBHO IEPEBAXAIOTh PU3HK);
2 =cnabka pekoMeHpaIlisl (3ampormoHOBaHa HaMHu a00 MOBUHHA OyTH PO3TIIAHYTA;
HaWKpalui pe3yJbTaT MOXE 3alieKaTh Bijg oOCTaBMH abo I[IHHOCTEH Ialli€eHTa,
repeBar 1 pu3uKiB, 30a1aHCOBaHUX a00 HEBU3HAYEHHUX ). SIKICTh JJOKa31B ITO3HAYAETHCS
HacTynmHuM 4uHOM: +00: Hu3BKa (cepis BUMAIKIB a00 HECHCTEMATHYHI KIiHIYHI
CIIOCTEPEKEHHS, HETIOCIJOBHI Ta HETOYHI OIIHKH a00 3 HEMPSIMHUMHU JT0Ka3amu); ++0:
MOMIPHHHA (JOCTIKEHHSI 3 METOJOJIOTIYHUMH HEIONIKaMH, CYNEepEeuwINBUMU a0o
HENPSIMUMH JI0Ka3aMHu); +++: BUCOKA SKICTh (HU3bKUH PU3UK YIIEPEIHIKEHOCTI).

PE3IOME OHOBJIEHUX KOHCEHCYCHHMX HACTAHOB 1OJA0 BI

1. HeonaTaJibHMH CKPUHIHT
1.1 Ilepesacu ckpuniney na BI'



e Panne BusBnenns BI' 3a nmomomororo HC Ta ioro mikyBaHHs 3amoOirae
HE3BOPOTHIHN 3aTpUMIII PO3BUTKY HEPBOBOI CUCTEMH Ta ONTHUMI3y€E PE3YJIbTATH
PO3BUTKY JUTHHU (1/+++).

e Cxkpuninr Ha BI' Mae OyTu 3anpoBajpkeHUH y BCboMYy CBiT1 (1/4+++).

1.2 Ananimuuna memooonozisa ma epexmusnicmo cmpameziti CKpuHiney na BI°

e UYacrora BI' gemo 3anexxuTs BiJl CTpaTerii CKpUHIHTY; Ha OCHOBI JaHUX PAIY

CKPUHIHTOBHX Iporpam yactoTa nepsuHHOro BI' cranoButs Bix 1 Ha 3000 10 1

Ha 2000; HaiiBuUIlIa 3apeecTpoBaHa 4yacToTa leHTpaabHoro BI' ctanoBuTh ~1 Ha
16 000 (1/+++).

Komenmap pooéouoi cpynu: 6 Yxpaini 3a pe3yrbmamamu HeOHAMANbHO20
ckpuniney (HC) wacmoma BI" cmanosumo ~1 na 5 400.

e [louarkoBum mnpiopuretoMm HC na BI' mae Oytu BusBiIeHHS Bcix ¢opm
nepBuHHOro BI' — serkoi, cepeiHbo1 Ta BayKKOi; HAHOUIBII Yy TIMBUMA TECT AJIs
BUsIBJICHHS nepBUHHOTO BI' — BuMipioBanHs tupeorponHoro ropmony (TTI)

(1/+++).

Komenmap pooouoi epynu: ¢ Yrpaini HC na Bl 6azyemuvcs na euznauenni TTI y
CYXiu NAAMI KPOSI.

e 3a HajgBHOCTI (PIHAHCOBUX PECYPCIB MU PEKOMEHIYEMO JIOJaTH BUMIPIOBAHHS
3araibHOro a6o ButbHOrO THpOKCUHY (BT4) no TTIT amst ckpuHIHTY
nerrpanbaoro BIT (2/++0).

Komenmap pobouoi zpynu: ¢ Yrpaini 614 eumiproemvcsa y cuposamyi Kposi 3
Memoro niomeepodicenHs oiacnosy Bl

1.3. Tlocmckpunineosi cmpameii y 0coOIUsuUx Kamezopill HOBOHAPOOICEHUX i3
puzukom pozeumxy Bl

e Jlesiki rpynu niTeld MOXXYTh MaTH XHOHO-HeraTuBHUM pe3ynbrar HC abo matu

BUCOKWI pusuk yerkoro BI', sxuit He BusBmserscs mig yac HC, 30kpema

nepeIyacHO HAPOKEHI JIITH, JITH 3 HU3bKOIO Baroko Mpy HAPOKEHHI Ta XBOPI

TTH. J{7s uX rpymn MOXKHA PO3TIITHYTH CTPATETi0 TOBTOPHOTO CKPUHIHTY, sSKa

BKJTFOYA€ 3a0ip Ipyroro 3pas3ka KpoBi y Billi Bif ~10 mo 14 muiB xutts (1/+00).

Komenmap pooouoi epynu: ¢ Yrpaini HC 30iticnioemubcs 8i0nogiono oo Ilopsaoxy

NPOBEOEHHs POZUWUPEHO20 HEOHAMAILHO20 CKPUHIHZY, 3ameepodxceno2o Haxazom
MO3 Vkpainu Ne2142 6io 01.10.2021 poky.

e VY mamieHTiB i3 cuHApoMoM JlayHa MU pekoMeHayemo BumiptoBatd TTI
HANPUKIHII HeOHaTabHOTO Tepiony (1/++0).

e JloyaTKoBUIM CKPHHIHT y OJHOrO 3 OJM3HIOKIB 13 AiarHo3oMm BI' mMoxe Oytu
HOPMAJIbHUM; CJIJI PO3TJISHYTH JPYTHA eTanm CKPHHIHATY OJHOCTAaTEeBHX
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ONM3HIOKIB. 3a 370poBUM OpaToM abo cecTporo OJM3HIOKOM CHiJ Hajaml
crioctepiraTy moa0 MoxumuBoro niasuinenus TTT (2/+00).

e KinHiuHa mi03pa Ha TIMOTUPEO3, HE3BAXKAalOUu Ha HOpMalibHUM piBeHb TTI y
nporpamMax CKpuHIHTY Ha ocHoBi TTI, Mae cnoHykaTh A0 MOAAJIBUIOTO
o0CTeXEeHHSI NEPBUHHOTO (PIAKICHI BUIAAKU XMOHO-HEraTUBHUX pE3YJIbTaTiB
HC) Tta uenrpansHoro BI', ocobauBo y nitel 13 CIMEHHUM aHAMHE30M
nenrpansaoro BI' (2/+00).

2. JliarHOCTHKA Ta KpUTepii JiKyBaHHSA

Komenmap pobouoi epynu: Poboua epyna 6saxcac O0oyilbHUM 000amu KIIHIYHI
O3HAKU, WO MOANCYMb OYymMuU Ni0CmMeoo 0l ocmedicenHs: oumunu Ha BT
— nepenoutena sazimuicms (noHao 40 muoicnis);
—  8euKa maca mina OumuHu npu Hapooxceuui (nonao 3500 2),
— Habpskiicmb 3a2anvHa, 2y0, NOGIK, HANIGEIOKPUMUL pPOM 3  WUPOKUM,
«PO3NIACMAHUM» AZUKOM;
— JIOKAi308aHI HAOPAKU Y 8USTIA0L WIIbHUX «HOOYULEUOKY V HAOKTIOYUYHUX AMKAX,
MULLHUX NOBEPXHAX KUCMEU, CION;
—  03HAKU He3pPLIoCmi Npu OOHOWEHIl 3a MEePMIHOM 8ATMHOCMI,
— HU3bKUL, epyOutl 2010C NpuU NAAyi, KPUKy,
—  MJAABICMb, 2INOMOHISA,;
—  XONO0OHI KIHYIBKU,
—  NI3HE BIOXOOMNCEHH MEKOHIIO;
— Ni3HE 8IONAOAHHS NYNKOBO20 KAHAMUKA,
— nocaua enimenizayisi NYNKOGOI paHKu,
— Jlc08MYyXa, Wo 3amsAcHYIACA,;
—  BeNUKI NepeoHE i 3a0HE Ddicepenbys;

— YNosinvbHeHi meMnu JiHIUHO20 3POCMAHHAL.
Ilcepeno:  Congenital Hypothyroidism  Guideline  for ~ Neonatal  Screening and  Management
https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Congenital+H
ypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-93508600372¢e

2.1. Bioximiuni Kpumepii, 5AKi BUKOPUCMOBYIOMbCA Ol NPUUHAMMSA PIUEHHS NpO
nouamox nikyeanus Bl
e Hosonapomkenoro 3 aHomaiasbHuUM pesyiabrarom HC cimin HanmpaBuTH 110
EKCIIEPTHOTO MEIUIHOTO 1IeHTpY (1/++0).

Komenmap pobouoi epynu: ¢ Yrpaini ¢hynxyionye mepesica pepepeHmuux yenmpis 3
nUmMars pioKicHUX (OpharHUx) 3aX80pHO8aAHL, 3ameepddiceHa Hakazom Minicmepcmea
0xoponu 300po8 s Ykpainu 6io 07.09.2022 poky Ne 1620.

e AHOMaNBHUU pPE3yNbTaT CKPUHIHTY CIII MIATBEPKYBATH TECTYBAHHIM 3
nociiikeHHs M cupoBatkoBux BT4 1 TTI (1/++0).


https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Congenital+Hypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-935086b0372e
https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Congenital+Hypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-935086b0372e
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e ko xoHuentpauig BT4 y cupoBatii Hux4a, a TTI 3HayHO BUIllE BIKOBOI'O
KOHTPOJIBHOTO  IHTEpBaldy, CJiA  HeralHo  po3moyYaTH  JIKyBaHHS
neBotupokcunom (LT4) (1/+++).

e JSxmo konuentpauwiss TTI y cupoBatui cranoButh >20wmOp/n mig yac
HiATBEPIKYBAIBHOIO TECTYBAHHS (MIPUOJIM3HO HA IPYTOMY THOXKHI )KUTTSA), CI1J
po3MoyaTu JIiKyBaHHS, HaBiTh sKIIO0 BT4 € HOpMadbHUM (E€KCIEpTHA TyMKa)
(2/+00).

e Skmo xonnentpaiis TTT y cupoBarii ctanoButh 6—20 MOJI/n micnst 21 nust y
3I0pOBOTO HOBOHAPOXKEHOr0 3 KOHIEHTpalieio BT4 y Mexax BIKOBOIO
pedepeHTHOro 1HTepBaly, MU MIPOIOHYEMO a00 HEraitHO po3MmoyaTty JiKyBaHHS
LT4 1 noTiM MOBTOPUTH aHAI3M, Ta BIAMIHUTH JIIKyBaHHS Ha OUIbLI MI3HIN
cTaaii, abo yTpuMaTuCh BiJ JIIKyBaHHS, ajie MOBTOPUTH TecT uepe3 1-2 THxKHI i
MOBTOPHO OLIIHUTH NOTpeOy B JIKyBaHH1 (BIACYTHI JOKa3u Ha KOPHUCTh abo
POTHU JIIKYBaHHS, 1 1I€ € TEMOIO MOAANBIINX JOCTIIKEHB) (2/++0)

e V kpaiHax abo perioHax, 1€ CKpPUHIHIOBI mporpamMu ouiHku Qyskmii L3
HEeJOCTYIHI, JiikyBaHHs LT4 ciig po3nouynHaTtu, ko KoHueHrpamis TTI Ha
¢ubTpyBanpHOoMy marepi ctaHoBuTh >40 mU/L (na moment HC; noBinbHe
MIOPOT'OBE 3HAUCHHS, eKcTiepTHa ayMka) (2/+00) .

e Skmo cupoBatkoBuii BT4 Huspkuii, a TTT Hu3bKUN, HOpMaJIbHHUI 200 €110
HiIBMILNEHUH, CITi po3risaaTH aiaruo3 rnentpaibHoro BIT (1/++0).

Komenmapi pobouoi cpynu:

- Axwo xonyenmpayia TTI y nynosuni abo Kpoei HOBOHAPOOIHCEHO2O0 CIAHOBUMb
< 2,4 mOLl/n npomscom 1-6 ouie srcumms oumunu abo < 0,6 mO/l/n ons binbw
CmMapuwux Hemogam i oimeti He0OXiOHO GUKIOUUMU 6mMOpuHHUL Bl

- Cnio 3s8adicysamu Ha moxcaugicme BI' y nHosonapoodicenoeo, y siKk020 nio yac
pemecmy ompumano nokaswuxu 111

>20 - <40 mn Ol/n (Oens 1-6) abo
>10 - <20 mn Oll/n (7-14 onuis) abo
>5 - <10 mn O/n (> 14 onuis).

- Ilpo mpanzumopnuii BI' na emani HC mooice céiouumu pigenv TTI' < 30 mOOI/x.
Ilcepeno:  Congenital  Hypothyroidism  Guideline for Neonatal Screening and Management
https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Conge
nital+Hypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-935086b0372¢

e VYV HOBOHApOKCHUX 13 LEeHTpaibHUM BI' MM pekoMeHIyeMO pO3MOYMHATH
nmikyBanHa LT4 nume micns goBeIeHHS HOPMalbHO! (PYHKIIT HaJHUPKOBHX
3a5103; SIKII0O HE MOKHA BHKIIOYUTH CYMYTHIO IIEHTPaIbHY HATHUPKOBY
HEJOCTaTHICTh, JIKYBaHHS TIIOKOKOPTUKOIZaMU Ma€ TepeayBaTh JIKyBaHHIO
LT4, mo6 3amo6irtv MOKJIMBOMY IPOBOKYBaHHIO HaTHUPKOBOT kpm3u (2/+00).

2.2. CnosiwenHs poOuUHU NPO AHOMANbHUL CKPUHIHS | NIOMBEpONHCYIOUl pe3yibmamu

e JlocBigueHuii mpodecioHan (HAMpUKIAM, 4YiIeH MeAiaTpUdHOT EHIOKPHHHOI
rpynu, memiatp abo JiKap 3arajibHOi MPAKTUKH) Ma€ TOBIAOMHUTH TIPO
aHoMasbHUM pesynpTaT HC Tenedornom abo ocoOMCTO Ta IOTIOBHUTH
MUCbMOBHUM BHUCHOBKOM 1714 cim’1 (2/400).


https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Congenital+Hypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-935086b0372e
https://www.moh.gov.om/documents/272928/4017900/Updated+Guidelines+for+the+Management+of+Congenital+Hypothyroidism+-+2021+%28Final%29.pdf/76648589-7fac-c2e9-b1ff-935086b0372e
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Komenmap pobouoi ecpynu: 6 Ykpaini npoyedypa nogiooMmleHHs AHOMANbHO2O
pesyromamy HC eusnauena Ilopsiokom npogeoents po3uupeHo2o HeoHamaabHo20o
CKpuHiney, sameepodicenozo Haxazom MO3 Vrpainu Ne2142 6io 01.10.2021 poky.

2.3. Memoou sizyanizayii npu BI'

[lamieaTaM 13 HENIOJABHO BCTAHOBJIEHUM milarHo3zoM BIT Mu Hamoseraiuso
PEKOMEHIIyeMO  po3mo4ynHatu  JikyBaHHa LT4 mepen  mpoBeneHHIM
Bisyamizariitaux gociaimpkens 13 (1/++0).

Mu pexomenayemo npoBeAeHHs Bizyamizauii I3 3a mgomomororw abo
Pazloi30TONMHOTO CKaHyBaHHs (cruHTUrpadii) 3 uu 0e3 TeCTy 3 MepxJIopaToM,
a60 ynbpTpasBykoBoro gociimkerHs (Y3/1), abo o6ox (1/++0).

JIJ1st OLIHKU TSKKOCTI BHYTPIIIHBOYTPOOHOTO TMOTUPEO3Y MOXKHA 3aCTOCYBATH
pentrenorpadiro koaiHHOTO cyrioba (2/+00).

2.4. Acoyitiosani 6aou po36umKy ma CUHOpOMU

VYci HOBOHapoIKeH1 3 BUCOKOI0 KoHLeHTpawieto TTT noBuHH1 OyTH peTenbHO
o0cTexeH1 Ha HasBHICTh JU3MOPGIYHUX O3HAK, 10 BKAa3yIOTh Ha CUHAPOMHUN
BT, 1 Ha HasIBHICTH BPOJIPKEHUX BaJl pO3BUTKY (30Kkpema cepirst) (1/+++).

3. JlikyBanus Ta MoHiTopunr BI'
3.1. Ilouamox nikyeauHs nepsurno2o BI’

JIume LT4 pekoMeHayeThes K npenapat Budopy st jgikyBanus BI™ (1/++0).
JlixyBanust LT4 ciig po3nmouynHATH SKHAWIIBHUJIIE, HE MMi3HINIE HK udepe3 2
THXKHI ITCJISI  HApOJPKeHHS abo ojapasy IMicisd  MiATBEPIKYBaJbHOTO
(cupoBaTkoBoro) nocuimkenns ¢yakuii 113 y HoBoHapomkenux, y skux BIT
BUSIBJICHO M1/ Yac APYroro pyTMHHOTO CKPUHIHTOBOrO TecTy (1/4++0).
[TouaTkoBa mo3a LT4 mae cranoBuTH 10 15 MKI/KT Ha 100y, Oepydu 10 yBaru
Bech criekTp BIT, Bix jerkoi go Tsokkoi popmu (1/++0).

HaiiBumoro modatkoBoro g03010 (10—15 Mkr/kr Ha mo0y) clijg JiKyBaTH
HEMOBJIAT 13 TsOKKUM BI', sikuii BU3Ha4aeThCs 3a Ay»e HU3BKUM piBHEM BT4 y
CUPOBATIII KpoBi (<5 mMoITB/11) ab0 3arajbHOI KOHIIEHTpallieo T4 y moenHaHH1
3 miaBuiieHuM piBHeMm TTI (Bummii 3a HOpMaJIBHHI Jiarla30H HAa OCHOBI Yacy
BiJl HAPOKCHHS Ta recTalliiHoro Biky (1/4++0).

Hemosnst 13 nerkum BI' (8T4 >10 nMonb/n y o€ IHAHHI 3 MiIBUIIIEHUM PIBHEM
TTT) cmix nmiKyBaTH HAWHMKYOIO IMOYATKOBOKO /103010 (~ 10 MKI/KT Ha 100Y); y
HEMOBJSIT 13 KOHIEHTpalisMu BT4 10 JiKyBaHHS B MeXax BIKOBOTO
pedepeHTHOro IHTEepBaTy MOKHA PO3TISHYTH 1€ HIDKYY TTOYAaTKOBY 103y (Bia
5 mo 10 mkr/kr) (1/++0).

LT4 cnix 3acTocoByBaTH MepopaabHO OJWH pa3 Ha AeHb (1/++0).

Jlokazu Ha KOpUCTH OpPEHJOBOrO Tperapary MOpiBHSHO 3 TeHepukom LT4
HEOJIHO3HAYHI, aJieé Ha OCHOBI OCOOMCTOTO JOCBITY/€KCIEPTHOT ITYMKH MH
pEKOMEHIyeMO OpeHI0BUH TIpenapar, a He TeHepuk (2/++0).

3.2. Monimopune nixyeanus npu nepeurHromy BI’
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Mu pekoMeHayeMO BUMIPIOBATH cupoBaTkoBl KoHIeHTpawii BT4 1 TTI" no abo
NpUHaiMHI yepe3 4 TOAMHM MICJsl OCTAHHBOIO (IOJAEHHOro) mpuiiomy LT4
(1/++0).

Mu pexomenyemo ottiHoBatu BT4 1 TTI BinmoBiiHO 10 BIKOBUX pedhepEeHTHUX
iHTepBanis (1/++0).

['o0BHOIO METOIO JIIKyBaHHS HOBOHAPOJDKEHUX i3 mepBUHHUM BI' € mBHIke
30UTbIIEHHST KUIbKOCTI IUpKyMorouux TI', mo no3Havyaerbcs y HOpMamizamii
cupoBatkoBoro TTI; micnms wuporo TTI cuim miaTpumyBaTH B Mexax
KOHTPOJILHOTO 1HTEpBAIY.

SAxmo TTI 3HaxoAuThCS y BIKOBOMY pedepeHTHOMY IHTEpBali, MOXHA He
JocsraT KOHIeHTpartliii BT4 Buille BepXHbOI MEXKi pe)epeHTHOTO IHTepBATy Ta
He 3MmiHtoBaTu 103y LT4 (1/++0).

bynp-sike 3HmwxeHHa no3u LT4 He MOBMHHO IPYHTYBAaTHCS Ha OJHOPA30BIH
BUIII 3a HOpMY KoHIEHTpauii BT4 3a BuHATKOM BumajnkiB, koau TTI
NPUTHIYEHUHN (TOOTO HWXKYE HIKHBOT MEX1 peepeHTHOTO IHTepBally) abo €
O3HAaKH Nepe03yBaHHs (HanpuKiIad, 30ymkeHHs ado Taxikapmais) (1/++0).
[lepury kiiHIYHY Ta 610XIMIYHY KOHTPOJBHY OI[IHKY CJIiJl MPOBECTH yepe3 1-2
THKHI BiJl movatky JjikyBaHHs LT4 (He mi3Hime HiX yepe3 1 TwxkaeHb y pasi
no4atkoBoi A03u 50 MKr Ha 100y abo HaBiTh OUTBIIOT 1031) (1/4-00).
[Momanpury (KIiHIYHY Ta 010XIMIYHY) OLIHKY CJIiJ1 TPOBOJUTH KOXKHI 2 THXKHI J0
JOCSITHEHHS TOBHO1 HopManizamii cupoBatkoBoro TTI; mortim wacroty
OIIIHIOBaHHS MOYXHA 3MEHIITUTH J0 OAHOTO pa3y Ha 1-3 micsli 10 12-micsgyHoTO
Biky (1/+00).

V Bini Big 12 MicAriB 10 3 poKiB YaCTOTY OIIIHKA MOKHA 3MEHITUTH 110 1 pa3y
Ha 2-4 MicsIli; TICAs BOTO KOHTPOJIb CHiJ] MTPOBOJUTH KOXHI 3-6 MICSAIIIB 10
3aBepiieHHs 3poctanns qutuau (1/+00).

Axmo BusBieHi BiaxuieHHsa Big Hopmu BT4 a6o TTI, um y pasi cymHIBHOT
KOMILUIAEHTHOCT1 YaCTOTY TeCTyBaHb clijl 30unbmmuth (2/+00).

[Ticns 3miam no3m a6o ckimany LT4 ciig mpoBecTH 101aTKOBY OILIIHKY 4Yepe3 4-6
THxKHIB (2/+00).

Mu pekoMEeHAyeEMO JIiKapsM YHHKAaTH TPHUBAJIOrO0 HEIOCTaTHHOro abo
HaaMipHOTO JiKyBaHHs aitei (1/++0).

Ha BimMiHy Bix AOopoCiuX, y HOBOHAPOKEHUX, HeMOBIIAT 1 aiteit LT4 moxHa
BBOJAUTH pa3oM 3 DKe (aje 3 YHHKHEHHSM COEBOro OUTKa 1 POCIWHHOT
KIIITKOBUHHU); 10 OUThIn BakiuBo, LT4 cimin BBOOAUTH B OJHMH 1 TOM Ke dac
IIOJTHS, 3 TAMU K MPOAYKTAMH; IIeH MXiJ] MOKE MOKPAIIUTH KOMIUIA€HTHICTD,
3a0e3neunTh SKoMOora noctiiae 3acBoeHHs L T4 1, pazom 3 TuM, sitkomora Kparie
tutpyBanHs no3u LT4 (2/+00).

VY pasi HeouikyBaHOi moTpebu y 30utbmeHH] nmo3u LT4, cepen mpuuuH ciif
PO3TIIIHYTH 3HUKEHE BCMOKTYBaHHS a00 MOCHJICHUI MeTa0oJi3M THPOKCHUHY
(T4), po3BHTOK CYITyTHBOTO 3aXBOPIOBAHHS (HAIIPHUKJIAJ, MATOJIOTIi MUTYHKOBO-
KHIIIKOBOT'O TPAKTY ), BXKUBAHHS JIEIKNX XapUOBHUX MPOAYKTIB a0o mikiB (2/+00);
BIJICYTHICTh KOMIUIAEHTHOCTI MOK€ OyTH HAWMOUIMPEHINIO MPUYUHOIO,
0COOJIMBO Y TUHEHIKEPIB 1 MIJIITKIB.
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3.3. Jlixysanus i monimopune yenmpaivno2o Bl

IIpu Taxxkux @opmax uentpanbHoro BI' (BT4 <5 mnmonb/m) MM Takox
pEeKOMEeHayeMO po3nodaTH JikyBaHHs L T4 sxHalmBuIIe Micias HApOIKEHHS B
no3ax, sk npu nepBuHHomy BI' (10—15 mkr/kr Ha 100y, auB. po3ain 3.1), mo6
mBuIKO puBectd BT4 10 HopManbHUX 3Ha4YeHb (1/++0).

[Ipu Ounbm nerkux ¢opmax neHTpasbHoro BI' Mu mponoHyeMo mouyumHaTu
JiKyBaHHA 3 HUK4YO01 103U LT4 (5—10 MKI/KT Ha AeHb), 11100 YHUKHYTH PUZUKY
HaaMipHOro JikyBaHHs (1/++0).

VY HOBOHapOMKEHMX 13 HEeHTpalbHUM BI' MU pexkoMeHAyeEMO KOHTpPOIIOBATH
nikyBaHHA 1uisixoM Bu3zHaueHHsa BT4 1 TTI 3a Tiero x cxemoro, mo ¥ npu
nepsuHHomy BI; BT4 y cupoBarimi KpoBl cliJ NIATPUMYBATH BHILE
CepeIHbOr0/ME/IIaHHOTO 3HAUYEHHS BIKOBOTO PEPEPEHTHOrO 1HTEpBay; SIKIIO
TTT Husbkuiéi meped JIKyBaHHSM, HacTynHl Bu3HaueHHs TTI MoxkHa He
npoBojautu (1/+00).

I[Ipu mimo3pi Ha HegocTaTHE ab0 HaJAMIpHE JIKYBaHHS Yy Talll€eHTa 3
nentpanbauM BI' Mmoxxna Bumipsatu TTI abo BinbHuii Tpuioatuponin (8T3) abo
3aranbHuil Tpuoaruponin (3T3) (1/+00).

Komnu BT4 3HaxoauTbest OJU3bKO HIXKHBOT MEXK1 peepeHTHOT0 1HTEpPBaIy, CIij
3BQXUTH HAa MMOBIPHICTH HEJOCTATHHOTO JIIKyBaHHs, 0co0auBO skmo TTI
>1,0 MOn/n (1/400).

SAximo piBenb BT4 y cupoBaTIli CTAaHOBUTH OJM3bKO a00 BUIIE BEPXHBOT MEXKi
pedepeHTHOro 1HTEepBaly, CIiI 3BAXUTH Ha HWMOBIPHICTH HAJAMIPHOTO
nmikyBaHHs (3a ymoBH, o LT4 He BBOauIM OGe3mocepenHbO mepen 3adopoM
KpOB1), 0COOJIMBO SKILO 11€ OB’ A3aHO 3 KIIHIYHUMU O3HaKaMH THPEOTOKCUKO3Y
a60 BucoOKor0 KoHIeHTpaliero BT3 (1/+00).

3.4. iaenocmuuna noemopra oyinka ¢pyuxyii [1]3 nicis nepwux 6 micayie scumms

SAxmo B mepmri THKHI @00 MICSIl KUATTS HE OyJlI0 BCTAaHOBJICHO OCTATOYHUU
niarHo3 mocritHoro BI', mokazana moBtropHa ominka oci I'TTI3 y Biri Big 2 10
3 pokiB, 0COOJIUBO y JAiTel 3 HAsABHICTIO 3a71031 B TUnoBomy Miciti (1113 in situ)
Ta y MAIi€HTIB 13 MM103pOt0 Ha 1301p0BaHui NeHTpanbHuil BI' (1/++0).

Jlns BCTAHOBIIGHHS TOYHOTO JiarHo3y JikyBaHHa LT4 cmig moctyrnoBo
NPUITMHATH TPOTATOM 4—6 TIKHIB a00 Bifpa3y MPUIIMHUTH, a depe3 4 TIKHI
CT TPOBECTH TOBHY TIOBTOPHY OIlIHKY, IO BKJIOYae (TpUHAWMHI)
BuMmiptoBanHs BT4 1 TTI .

Sxmo minrBepmxeHo nepsuHHUM Timotupeo3 (TTL >10 mOpa/n), posrisiHbTE
MOXUIMBICTD Bizyamizarii 113 Ta, SKI0 MOXIHMBO, TEHETUYHOTO TECTYBAaHHS;
K10 WMOBipHMIA ieHTpanbuuid BI' (BT4 Huk4Ye HIKHBOT MEXi peepeHTHOTO
IHTEpBaJly B MOEIHAHHI 3 HU3bKO HOPMAJIBHUM JIHMIIE MOMIPHO MiBUIICHUM
TTT'), po3riasiHbTe MOXJIHMBICTH OIIHKH 1HIUX (GYHKIIA TEepeaHbOi YacTKU
rimodiza Ta TEHETHYHOTO TECTYBaHHS.

Sxmro TTT mepeBuirye BepxHI0 Mexy pedepeHTHoro inTepBaiy, aine <10 mU/L
(mepBunnmii BI') a6o BT4 Tpoxu BHIlle HIXKHBOT MEX1 peepeHTHOTO iHTEPBATY
(uentpanbuuit BI'), mponoBxyiite 0€3 JIIKyBaHHS Ta MOBTOPITh TECTYBAHHS 1€
yepes 3-4 twkHi ( 1/+1+0).
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Sxkio qutuHa 6e3 niarnosy nocriiHoro BIY, 1113 3HaX0UThCsI B THIIOBOMY MICII1
1 motpeda B 1031 LT4 menme 3 MKI/kr Ha 400y y Billl 6 MICSIiB, TO IOBTOPHY
OLIIHKY B)K€ MO’KHA ITPOBECTH B 1ieit yac (1/++0).

Mu pekoMeHAyeEMO YHUKAaTh HOAY SIK AHTHUCENTHKAa MpPOTArOM IEpu- Ta
HEOHATAJILHOTO MEPIOAY, OCKUIBKM BiH MOXE CHPUYMHHUTU TpaH3uTOpHUU BI'

(1/++0).

3.5. Jlixysanus ma cnocmepedicenns 3a ea2imuumu 3 BI'

VY xiHok 13 BI, siki miIaHylOTh BariTHiCTh, MU HaIlOJETJIUBO PEKOMEHAYEMO
ontumizyBatu JikyBaHHs LT4; kpiM TOro, mux »IHOK CIiJl KOHCYJbTYBaTH
1010 6utbIIoi motpedbu B LT4 mig wac BaritHocTi (1/4++0).

PiBui BT4 (abo 3aranpHoro T4) 1 TTI' ciig KOHTpOIIOBATH KOXKHI 4-6 THXKHIB
mij yac BariTHocTi, o0 koHmeHTpamis TTI BiamoBigana MOTOYHUM
pEeKOMEHJAIIsAM 1100 JIKYBaHHS TIOTUPEO3y IiJl 4Yac BariTHOCTI, TOOTO
<2,5MOz/1 npoTsAroM recrauli y mami€eHTokK, Kl OTpuMyBaiu JiikyBaHHs LT4
(1/+00).

Y Barithux 13 ueHtpanbHuM Bl mosu LT4 cnin 30uibiryBaTtu, 1100
koHIeHTpalis BT4 Oyna BUIOIO 32 cepeHe/cepeiHe 3HaYeHHS pehepeHTHOrO
iHTepBany s tpumectpy (1/+00).

[Ticnsa mosioriB Mu pekoMeHAyeMo 3HU3UTU 103y LT4 no Tiei, mo Oyma go
3a4arTs; nojaTtkoBe ooctexeHHs QyHkiii [1[3 moBuHHO OyTH BUKOHAHO uepes
~6 THKHIB Mmicis oJioriB (1/++0).

Bci BariTHi )XiHKY MOBHHHI BX)kUBaTH ~250 MKT oy Ha neHsb (1/++0).

4. Pe3yJbTaTH HEOHATAJIBLHOI0 CKPUHIHIY TA PAHHBLOTO JIIKYBaHHS
4.1. Hacnioku Ha po36umok Hep8osoi cucmemu

B ycix miteii 13 BI' ciig mepiogudHO OIIHIOBAaTH PO3BHUTOK 1 YCHINIHICTD Y
HaBuYaHHi; [IpyarHOIO 101aTKOBOT OIIIHKK € 3aTPUMKa MOBJICHHSI, POOJIEMH 3
yBarorw Ta mam’aTTio, IpobiieMu 3 oBeiHKoro (1/++0).

VY nire#i 13 BI', siki qiicHO TEMOHCTPYIOTh 3HAYHY 3aTPUMKY MICUXOMOTOPHOTO
PO3BHUTKY Ta cuHApOMHMM BI' 3 aHOMasisiMu roJIOBHOTO MO3KY, BKpail BayKJIMBO
BUKJTIOYUTH 1HII MPUYUHU IHTEJICKTyalbHUX nopyiieHs kpiM BI'(1/+00).
[loBTOpHI mepeBipku ciyxXy (HE JHUIIE B HEOHATAILHOMY TEpioJi) CIij
IIPOBOJIUTH JI0 IIKIILHOTO BIKY Ta, SKIIO HEOOXITHO, IMiJI Yac MOJIABIIOTO
cnioctepexeHHs (2/++0).

4.2. Pozsumok 306a npu mupeoionomy OuUc2opmMOoHO2eHe3]
e V nmited Ta MITITKIB 3 mepBUHHUM BI' BHACHiIOK JUCTOPMOHOTEHE3Y MOXKE

po3BuTHCA 300 1 By3nm; y muX BUmaakax ao3y LT4 cuim cnpsmyBatu Ha
nocsirHeHHd moka3HukiB TTIT Ha HUKHBOMY J[iama3oH1 HOPMH, TaKOXK
PEKOMEHIOBAaHO TEPIOANYHE YIbTPA3BYKOBE MOCTIIKEHHS NJIi MOHITOPUHTY
00’emy I3 (2/++0).

Ockinbku Oyno 3apeecTpoBaHO Kulbka BUMAAKiB paky I3, y pasi BusiBieHHS
MiA03pIMX BY3JIiB IIPH yIBTpa3ByKoBoMy nociimkeHHi (1/400) cig mpoBoauTH
TOHKOTOJIKOBY acIipar(iiHy 010TICit0 IJI IUTOJIOTT1YHOTO JOCIIIKSHHS.

4.3. Picm, cmamese 0o3pieanns ma pepmuibHicmes
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® AJIeKBAaTHO IPOJIKOBaHI iTH 3 HECUHAPOMHUM BI' MaroTh HOpMaIbHUIL 3picT 1
CTaTeBe JO3piBaHHA, a iX (PEepPTUIIbHICTh HE BIIPIZHIAETHCS Bij 0Ci0, sIKI HE MAIOTh
BI' (1/+++).

4.4. 300pog'a kicmok, cepyeso-cyOuHHOI cucmemu ma 0OMiHy peyosut

e AJEKBaTHO MPOJIIKOBaHI AITH 3 HECUHAPOMHUM BI' Tako MaloTh HOpMalbHE

3JI0pOB’sl KICTOK, 0OMIHY PEYOBHH 1 cepiieBo-cyauHHO1 cuctemu (1/++0).
4.5. Iayienm i npoghecitina oceima, axicmov dHcummsi, 08 13aHa 3i 300P08 "AM

e Meauuna ocBita moao BI' moBuHHa OyTH mOKpalleHa Ha BCIX pIBHIX,
peryJsipHO OHOBIIOKOYUCH (1/+++).

e HeoOxinHe HaBuaHHS OaThKiB, 3rOJOM 1 MAI[I€EHTA, MOYMHAIOYU 3 MOMEHTY
BCTAHOBJICHHS J[1arHO3Y, HaJajl He JIUIIEe NPOTArOM JAUTUHCTBA, ajle TAKOXK i
yac nepexoAy 3 neliaTpuyHoi 10 MEIUYHOT JOMIOMOTH JJOPOCIIUM Ta y AKIHOK IT1]T
yac BaritHOCTI (1/+++).

® TPUXWIBHICTH 0 JIKYBaHHS CIiJ MIATPUMYBATH MNPOTATOM YChOTO >KUTTA,
OCKUIbKH BOHA MOKE€ BIUIMHYTH Ha pe3yabTaTu Teparii (1/++0).

4.6. Ilepexio 00 MeOuyH020 Cynpo8oody 00poCium

e Konu mnamieHTIB MepeBOJATh 3 MNEAIATPUYHOTO 10 MEJUYHOIO CYIPOBOIY
JIOPOCIINX, OCHOBHUMH IIUISIMH € O€3MepepBHICTb MEIUYHOI JOMOMOTU Ta,
BIMOBIAHO, ONTUMAalbHI KJIIHIYHI PE3yJbTaTU Ta SKICTh >KUTTS, a TaKOXK
nokpaiieHHsa po3yminas Bl ta cnpusiaas camokontposto (1/+++).

5. I'eneruxka BI', reHeTHYHE KOHCYJbTYBAHHS TA JI0II0JIOTOBE BeJACHHS
5.1. Kpumepii cenemuunoeo KOHCYIbMYB8aAHH 5
e ['cHeTHYHE KOHCYJIPTYBaHHS Ma€ OYTH IUICCIIPSIMOBAHHMM, a HE 3araJlbHUM (IS
Bcix maiieHTiB 3 BI') 1 moBuHHE npoBoAUTHCS NOCBiIUeHUM daxiBiem (2/++0).

Komenmap pobouoi cpynu: 6 Vikpaini meouxo-cenemuune KOHCYIbMYBAHHS
300UCHIOEMbCA Y 00JIACHUX MEOUKO-2eHeMUYHUX YeHMPax/KoOHCYIbmayisax/ kabinemax
3a Micyem nPoNCUBAHHSL OUMUHLU.

e KoHCynbTyBaHHS Ma€ BKJIFOYATH MOSCHEHHS CHaJAKOBOCTI Ta PU3UKY PELUIUBY
nepBuHHOI ab0 1eHTpanbHoi Gopmu BI' y mamienta Ha ocHoBi migtumy BI,
CIMEHHOTr0 aHaMHEe3y Ta, SKIIO BiIoMO, (TeHeTH4HOo1) mpuuuHu (1/++0).

e bartbku 3 guTHHOIO a00 ciM’i, B AKUX € wieHu 3 BI', moBUHHI MaTH JOCTYII 10
iHbopmarlii mpo aBi ocHOBHI ¢opmu mnepBuHHOro BI' — gusrenesiro
ITUTOIO/II0HOT 3aJI03M 1 JUCTOPMOHOTEHE3 — 1, K0 BoHW BKiIroueHi B HC,
npo nentpanbanii BI'(1/ +++).

5.2. I'enemuxa BI'

e MeTo TCEHETHYHOTO TECTyBaHHA Mae OyTH IIOKpPAIICHHS JiarHOCTHKH,

JikyBaHHS a00 mporHo3y (1/++0).

Komenmapi pobouoi zpynu:

- 2eHemUYHULl aHaniz OOYILIbHO NPOBOOUMU 3a4 HASABHOCMI Kpumepiié 6UCOKO20
PU3UKY CUHOPOMHO20 AO0 2eHemuyHo 00ymosieHo2o nepsunnozo BI'. Iloxazanus
0J151 NPOBEOEHHS 2eHEeMUUHO020 KOHCYIbMYBAHHs HasedeHo 8 maoauyi 1.
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- Ilepenix cenie 01 2ceHemMu4HO020 AHANI3Y NAYIEHMIE 3 BUCOKUM PUSUKOM
CUHOPOMAILHO20 Ab0 2eHemUu4HO 00yM081eH020 nepeunno2o Bl mae susznauamucs
2PYNorw  excnepmis 8IONOGIOHO 00 KIIHIYHOI OOYIIbHOCHI, MEeXHON02IYHOT
ModHcIUBoCmi i hiHaHc06020 3a6e3neyeHHs.

[lepen mpoBeEHHSIM r€HETUYHOTO TOCHIJIKEHHS CI11 00roBOpUTH 3 OaTbkamMu abo
POIMHAMH MOXJIMBOCTI Ta 0OMEKEHHS IaHOTO JiarHoCTHYHOTro Metoay (1/++0).

['eneTnyHe TecTyBaHHS CJIiJl MPOBOJIUTH 32 JOIMIOMOTI'OK0 HOBUX METO/1B, TAKUX
K TOpiBHsUIbHA TeHoMmHa Triopunmsanis (CGH), cekBeHyBaHHS HACTYITHOIO
nokoniHHa (NGS) naneneii reniB (1miiiboBe NGS) a00 CekBEHYBaHHS IILJIOTO
exzoma (WES) (1/ ++0).

baxxano, 100 TreHETHMYHE TECTyBaHHSI a0 JOCIIKCHHs IepeayBaiu
petenbHOMY QeHoTUnoBomy onucy Bl marienTa, Bkitouno 3 mopgosnorieto 13
(2/++0).

He Ttinbku pgucropmonorenes I3, ame i ciMmeiiHa mosiBa nu3reHesii Ta
IIEHTPAJIBLHOTO TIMOTUPEO3y TOBWHHI OYTH TiJCTAaBOIO JIJIi TPOBEACHHS
MOTJIBIIIOT0 TeHETUYHOTO TecTyBaHHs (1/++0).

Bynb-sKy CHHIpPOMHY acoIliaiiro CJiJi BHUBYATH TE€HETUYHO HE JIUIIE JJIs
MOKpAIEeHHS TeHETUYHOTO KOHCYJIbTYBaHHS, aJie ¥ JJ1sl BUSIBJICHHS HOBUX T'€HIB-
KaHJIMJIATIB, 10 MOSCHIOIOTH ITt0 acoiriarito (1/++0).

HeoOxigH1 momanmpIni JOCHIKEHHS Ui KPalloro BU3HAYEHHS MAIll€EHTIB a0o
rpyl TAali€HTIB, SKI OTPUMAIOTh HANOUIBIY KOPUCTh BiI IIMX HOBHUX
TIarHOCTUYHUX MOXKIUBOCTEH (2/++0).

5.3. Aumenamanvna Oiacnocmuxa, oyinka ¢yukyii I[I[3 nrody ma niKyeanHs
einomupeosy niooy

Mu PEKOMEHTyEMO aHTeHaTAJIbHY JIarHOCTUKY TUPEOITHOTO
JUCTOPMOHOTEHE3Y y pa3l BUMAIKOBO BHUABICHOTO 300y MpU PETYIIPHOMY
yIIBTPa3BYKOBOMY JOCHIDKeHH] mioxy (1/+++); cimeitHoro penuauBy BI
BHACJIZIOK IucropMmoHorenesy (25% wuacrorta peuuausiB) (1/+++); 1 BigoMux
nedeKTiB reHiB, 3alydyeHux 10 (QyHKIii abo possutky I3 3 moreHmiitHOO
repmiHaTuBHOO Tiepeaadeto (1/++0).

OcoOnuBuii mMiAXia CIiA PO3TIASAATH JJIS BUTMAIKIB JIarHOCTUKA CHUHAPOMIB 3
MOTEHIIITHOI CMEPTHICTIO Ta MOMJIMBUM MO3Ail[M3MOM 3apOJKOBOI JiHIT (K
s myramii/genenii rena NKX2-1 Tta Bakkoi sereHeBoi aucyHKIi 3
MOJKITUBOIO TIEpeIaucto Yepe3 MOo3aillu3M 3apOAKOBO1 JiHi{). 32 TakuX 00CTaBUH
00rOBOpEHHS MPEHATAIBHOT JIaTHOCTUKH Ma€ OyTH BIIKpUTUM. TepaneBTUYHE
JIKYBaHHS YpaXKeHUX IUIOMIB Ma€ BIANMOBIIATH 3aKOHAM, IO MJIIOTh Y
BignoBiAHiN kpaiHi (1/++0). Cimeitnuit peruaue BI' BHacnigok ausrenesii (2%
CIMCHHMX BHIAIKIB) TOTpeOye TOMAIBIIOr0 BUBYEHHS JUJII BH3HAYCHHS
JOIUTBHOCTI Ta KIIHIYHOT 3HAYYIIOCTI aHTEHATATLHOTO BUSBICHHS.

Komenmap pobouoi epynu: na momenm po3pooxu 0anoi KiiHiuHOI HACMAHO8U 8
Vipaini oocnioscenns mymayii/oeneyii ecena NKX2-1 ne nposoosamucsi.
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e Jlns ouinku 00’ emy 113 mioay Mu peKOMeHIyeEMO YAbTPa3BYKOBE TOCTIIKEHHS
Ha 20-22 TWXHI BariTHOCTI, 100 BHUSBHUTU TiNEepTPO(PI0 Ta MOTEHLINHY
mucoynkuio 3 minoxy. 3006 abo BiacyTHicTh TKaHuHU I3 Takox MoxHa
JIarHOCTYBAaTH 3a JOTIOMOTOI0 YJIBTPAa3BYKOBOTO MOCHTIKEHHS. BumiproBaHHS
CJ1I TPOBOJIUTH SIK (DYHKI[IFO FE€CTAlIfHOTO BIKY, a JJISI JIarHOCTUKHU 300y CIIijT
BUMIiptoBaTu nepumetp i giamerp 113 (1/+++).

e ko AiarHOCTOBAaHO (BEIMKHI) 300 MIOMY, MpEHATadbHY JOMOMOTY CIij
HAJIaBaTH B CIEI1a]II30BAHOMY IIEHTP1 JOMOJIOroBoi gornomMoru (1/+++).

e Mu peKOMEHIyEMO KOPJOICHTE3, & HE aMHIOIEHTEe3, K KOHTPOJIbHUN METO.
ouinku ¢Gyukuii 3 mnnoma. Hopmu Oynau BcTaHOBIEHI SK  (QYHKIIS
recraiiiHoro Biky. Ile oOcTexxeHHS Ciig  TOPOBOJAWUTHU, JIUIIE  SKIIO
PO3IIIAIa€ThCS J0MoJI0roBe BTpyyanHus (1/+++).

e V Oumpmocti BumnankiB ¢yHkmito I3 mmoga MoXHa OLIHUTH Ha OCHOBI
(G13UKaTBHOTO OIJISIAY Ta YJIbTPA3BYKOBUX KPHUTEPIiB, TOMY 3a0ip KpOBI 11012
HEOOXI1THUM JIIlle Y BUHATKOBUX BUNIagKax (2/++0).

e Mu HanoJIETJIMBO PEKOMEHIYEMO JIIKYBaHHS I1J10/1a MIJITXOM IHTPaaMHIOTHYHUX
i’ ek T4 BariTHUM JKIHKaM 3 €yTHUPEO30M 1 BEJIMKHM 3000M IUI01a,
acoriioppaHuM 13 0aratoBOJsIM Ta/ab0 OKIIIO31€H0 Tpaxei; y BariTHUX 3
TIMOTHPE030M MH PEKOMEHIYEMO JIIKYBAaTH y TEpINy Yepry XKiHKY (a He TUIiI)
T4 (1/++0).

e Jlns HEIMYHHOTO TIIOTUPEO3Y TUIOA 13 3000M, 10 TPU3BOIUTH 0 OAraToBOIIA,
MU PEKOMEHIyeMO 1HTpaamMHIOTU4HI 10’ ekuii LT4 s 3menmenns po3mipy 113
mwiona. IH’ekmii TOBHMHHI BUKOHYBAaTHCS OaraTonpodilbHUMH TpymHamu
crierianmictiB (1/+++).

e EkcneprHa kowmicig MpornoHye BUKOpHCTOBYBaTH 10 MKI/KT mependadyBaHOi
Bard oy Ha 15 aHiB y hopmi IHTpaaMHIOTUYHUX 1H €KIIH. Pusuku muis oy
Ta TICUXOJIOTIYHE HABaHTAXKCHHS Ha OaThKIB CJIiJ] BpaXxOBYBaTH IPH OIIHIlI
pu3HKy Ta Kopucti (2/+00).

1. HEOHATAJIbHUM CKPUHIHT
1.1. ITepeBaru ckpuninry BI'
1.2. AnanitTuuHa MeTOI0JOTis Ta €EeKTUBHICTh CTpaTeriid ckpuHiHry Ha BT
1.3. TTocTCKpUHIHTOBI CcTpaTerii y OCOOIMBUX KAaTETOpiii HOBOHAPOKEHHUX 13
pusukoMm BI'

1.1. Ilepesazu ckpuninzy BI'
Pe3zome
e Panne BusaBmenns BI' 3a momomororo HC Ta #oro ikyBaHHs 3amooirae
HE3BOPOTHIN 3aTPUMIII PO3BUTKY HEPBOBOI CHCTEMH Ta ONTHUMI3Y€ PE3yJIbTaTH
pO3BUTKY quTHHU (1/+++).
e Cxpuninr Ha BI' Mmae OyTu 3anpoBapkeHli y BCboMy CBiTi (1/+++).

Jlokazu
HC na BI" maiixe ycyHyB cepiio3Hi HeraTuBHI Hacninku aediuuty TI" Ha picT 1
HEPBOBHUI PO3BUTOK (KPETUHI3M) y THUX KpaiHaX, JI€ MPOBOAWIUCH JOCIHII>KECHHS.
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[lokpamieHHsl pe3yJabTaTiB PO3BUTKY OYJIO 3apeecTpOBaHO B)KE Uepe3 KUIbKa POKIB
nicist noyatky HC (3,4), 1 ioro eKoHOMI4H1 BUTPATH BUIPABAAH1 TUM, IO BOHU YITKO
nepeBakaroTh BUTpPATH HA HAJaHHS MEAMYHOI Ta OCBITHBOI JOMOMOrW ocobam i3
NOpYIIEHHSIM HepBOBOi cuctemu BHachigok BI' (5). He3Baxatoun Ha nepeBarn HC,
70% HEMOBIIAT Y BChOMY CBITI HAPOJXKYIOThCA B perioHax, ae Hemae goctyny a0 HC
(6). Kpim toro, 6arato 3 nux HEMOBIST HApOKYIOTbCS B pailOHaX 3 €HAEMIYHUM
nedinuToM Moy, o Mmijjaae ix nigBuieHoMy pusuky aedinuty TI.

1.2. Ananimuuna memooonozisa ma epexkmugnicmos cmpameciii ckpuninzy BI'

Pestome

e UYacrora BI' gemo 3anexuTh BiJ CTpaTerii CKpUHIHTY; HA OCHOB1 JAHUX PAY
CKPUHIHTOBHX Iporpam yactoTa nepsuHHoro BI' cranoButs Bix 1 Ha 3000 10 1
Ha 2000; HaiiBuUIIIa 3apeecTpoBaHa 4yacToTa IeHTpaabHoro BI' ctanoBuTh ~1 Ha
16 000 (1/+++).

e [louarkoBum mnpiopuretoM HC na BI' mae Oytu BusiBIeHHS Bcix ¢opm
nepBuHHOro BI' — jerkoi, cepeiHbo1 Ta BaXKKOi; HAHOUIBII YyTIAUBUNA TECT IS
BUsIBJIEHHS nepBUHHOTO BI' — BuMipioBanHs tupeorponHoro ropmony (TTI)
(1/+++).

e 3a HasBHOCTI ()IHAHCOBUX PECYpPCIB MU PEKOMEHIYEMO J0JIaTH BUMIPIOBAHHS
3aragpHOoro abo BUIbHOrO THpoKcuHy (BT4) mo TTD s CKpuHIHTY
nenTpainsHoro BI' (2/++0).

Jlokazu

3 momenty 3anpoBamkeHHss HC na BI' Hanpukiniti 1970-X pokiB 13 BUKOPHUCTaHHSIM
3aranbHOrOo T4 1umroc ab6o TTI, 3 mocrymoBuM 3actocyBaHHSM BukiIro4dHO TTI,
gactora BI' Ta #oro BuUsABIEHHS TakoXX 3MiHUIUCS. [loYaTKOBY OIIHKY
3aXBOpIOBaHOCTI Oyno mepernsHyto 3 1 HAa 7000 mo ~1 Ha 4000 He3abapom mmicis
3anpoBa/pkeHHsT  ckpuHiHTY y Cnomydyenomy Kopomisetsi  (7), HMOBIpHO,
BiIOOpakarouM TOYHIIII JaHi 3 BUSBICHHAM BunankiB BI', ski panime He Oynm
niarHoctoBaHi. Binroni 3axBoproBanicts Ha BI' 3pocna no 1 va 3000 1 1 ma 2000 pik.
YacTKOBO 116 MOXHaA MOSCHUTU 3HWKEHHSIM rpaHudHux 3HaueHb TTI nna HC, mo
MIPU3BEIIO /10 BUSBJICHHSI HOBOHAPOKEHUX, Y SIKUX PaHilie XBOpoOy mpomyckanu (8),
a TaKOX BHSIBJICHHS JiTeH 3 OioxiMiuHO Jermmmu Gpopmamu Bl (mepeBakno 3 1113 in
situ) (9—11). OxgnHak 3aranpHe 30UTbIIICHHAS 3aXBOpIOBaHOCTI Ha BI' He MOXKHa IOSICHUTH
BUKIIFOYHO HMKYMMH CKPUHIHTOBUMU moporoBumu 3HaueHHsmu TTT (12), Tomy ciin
BPaxOBYBAaTH €KOJIOT1YHI, €THIYHI Ta TeHEeTU4YH1 (DaKToOpH, i BCi BOHU MOTPEOYIOTH
noxaneinoi ominku (13—18). Hanpuknaz, kaiHigHA eKCIpecis MyTalliil y TaKUX reHax,
sk DUOX2/DUOXA2, cuiIbHO BapilO€ThCSI MK OKPEMUMHU 0COOaMH Ta 3 4acoM, TIPH
[IOMY JIeSIKI MAIlIEHTH HE MOTPeOYIOTh JIIKYBaHHS, a AesSKI MarOTh TpaH3uTopHuii BI .
HaBmaku, myTariii rera DUOX MoxyTh OyTu 1moB’si3aHi 3 noripmerasm ynkii 1113
B mepiri THxkHI KUTTS (16). OgHak 11 oOTpyHTYBaHHS CKPUHIHTY Ta BUSBICHHS
010XIMIYHO MEHII BaXKKHX, 3PEIITOI0 TpaH3UTOpHHX BUNaAKiB BI' moTpiOHa orinka
HaCIIJKIB pO3BUTKY HEPBOBOI CUCTEMH, aJjle 1€ ckiaane 3aBaanns (19). Takox OynyThb
NOTpiOH1 JOBFOCTPOKOBI JOCHIIXEHHS edekty JikyBaHHs LT4 Ha 3amoOiraHHs
3aTpUMIII HEPBOBOI'O PO3BUTKY Y IIUX MAI[I€HTIB.
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[Iporpamu HC cnouatky Oynu po3poOieHi A BUSBIEHHS nepBuHHOro BI 3a
J0TOMOT 010 3araibHoro T4 ruitoc abo 3 moganemuM BUMiptoBanHaM TTI, a mi3Hime
— BuMiptoBaHHsM Juiie TTI, 3 onTuMaabHUM 4acoM B3SITTS 3pa3KiB IPUHANMHI 4epes
48 roguH micns Hapo/ukeHHs. OnHak BuUMIptoBaHHA piBHA T4 + T4-3B’s3yr04yoro
IJI00YJIIHY Ja€ MOXJIMBICTH J1arHOCTyBaTH LeHTpanbHuil BI'. Xoua Tpoxu >50%
HOBOHAPO/KEHMX 13 HeHTpaibHuM BI' MaroTh cepeanto Ta Baxky gopmu BI', ToOTO
nepiia JgiarHocTuyHa kKoHieHTpailia BT4 5—10 nMmons/n abo HUXKYE, a IEHTPAIbHUN
BI', #iMoBipHO, MOB’si3aHUM 3 IHIIUMU AHOMAIAMM Trinodiza, BIATaK JiarHOCTHKA
nentpaibHoro BI' wacTto BcraHoBmoeThes 13 3amizHeHHsM (20,21). Takum yuHOM,
BUSIBJICHHs 1leHTpaibHoro BI' 3a momomororo HC mae morteHmian jjst 3amoOiraHHs
Haciikam naedimuty TIT Ha pO3BUTOK HEPBOBOI CHUCTEMHU Ta IMOB’A3aHUX 13 UM
naToJyiorid. 3apeecTpoBaHa uactoTa neHTpaibHoro BI', BusiBnenoro mig yac HC,
cranoButh Bia 1 Ha 30 000 1o 1 Ha 16 000, 3ae3xKHO Bij cTpaTerii CKpuHiHry (22—26).
Xoua HeoOXiIHI JOJATKOBI JlaHI IIOJO CHPaBXKHIX KIIHIYHMX T[epeBar 1
XHUOHOMO3UTUBHUX TOKA3HMKIB, eHTpanbHuil BI' € moTeHuiitHuM KaHAUAAaTOM s
HC. Ho 2019 poky nns mamientiB 13 nedinurom MCT8 Oyna mocTynHa Juine
niaTpuMytoua Ttepamiga. Curyaunis 3MIHWAJAcS, KOJIM KJIIHIYHE JIOCHIKEHHS
OPOJEMOHCTPYBajo, WI0 JIKyBaHHSA TpUHOATUPOONTOBOK Kuciororo (Triac)
MOKpAIly€e KIIOYOBI O3HAKH MEPUPEPUUHOrO0 TUPEOTOKCHUKO3Y Ta MOXKE CIPHUATH
PO3BUTKY HEPBOBOi CHUCTEMH, SIKIIO JIKyBaHHA PO3MOYaTO B paHHbOMY Biui (27).
Takum ymHOM, paHHE BcTaHOBJEHHs y jaitei aedinuty MCTS crae Haa3BUYAHO
BaxauBuM 3a gonomororo HC T4 1 TTI, xoda 11e HaleKWTh BU3HAYUTH YAaCTHHY
(deTanbHOr0 KOMIIOHEHTY 3aXBOPIOBAHHS, SIKY MOKHA TMOJIETTIUTH JiKyBaHHAM Triac.
[TinBomH1 KamMeHl1 B CKPUHIHTY HOBOHAPOJKEHUX MIMCHO ICHYIOTh 1 MOXYTh OyTH
HacHiIKOM aHoMmanbHOro TI'-3B’s3yBaiibHOrO TJIOOYNIHY, BaXKHUX CYHYTHIX
3aXBOPIOBaHb, a TAKOXK BIUTMBOM JIEAKUX TpernapariB Ta ayToaHTUTLT (24, 28).

1.3. Ilocmckpuninzosi cmpamezii y 0codausux Kamezopiit HOBOHAPOOICEHUX i3
pusukom BI'

Pe3zome

e Jlesiki rpynu JiTel MOXYTh MaTH XHOHO-HeraTuBHUU pe3ynbraT HC abo matu
BUCOKUI pusuk yerkoro BI', sxuit He BusBmserscs mig yac HC, 30kpema
nepeIyacHO HAPOKEHI JITH, JITH 3 HU3bKOIO Barolo Mpy HAPOKEHHI Ta XBOPI
TiTH. J{7s uX rpymn MOKHA PO3TIITHYTH CTPATETii0 MOBTOPHOTO CKPUHIHTY, sSKa
BKJIFOUa€ 3a0ip Apyroro 3paska Kposi y Bitll Big ~10 go 14 nui xutts (1/+00).

e VY mamieHTiB 13 cuHIpoMoM JlayHa MU pekoMeHayemo BumiptoBatd TTI
HAIIPUKIHII HeoHaTaJbHOTO nepiony (1/++0).

e [lowyarkoBuili CKpUHIHT y OAHOTO 3 ONHM3HIOKIB 13 miarHo3oMm BI' moxe Oytn
HOPMaJIbHUM; CJil PO3IJISIHYTH JApPYrMH eTal CKPHUHIHTY OJIHOCTaT€BHUX
ONMM3HIOKIB. 3a 370pOoBHM OpaToM abo cecTporo OJM3HIOKOM CJIij Hasjami
cnoctepiraTte moa0 MoxkiauBoro migsumennas TTI (2/400).

e KiriHiuHa migo3pa Ha TIMOTUPEO3, He3BAKAIOYM HA HOpMalbHHMA piBeHb TTI y
nmporpaMax CKpuHiHTY Ha ocHOBI TTI, Mae cHnoHykatu [0 NOJAJIBIIOTO
00CTEKEeHHSI TIEPBUHHOTO (PIAKICHI BUNAJKH XUOHO-HETaTUBHUX PE3YyJIbTATIB
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HC) Tta uenrpansHoro BI', ocobauBo y niteld 13 CIMEHHHM aHaMHE30M
uentpaibHoro BI' (2/400).

Joxasu

HemosnsTa 3 nepsunHuM BI, siki Hapoauiincs nepeayacHo abo MaroTh HU3bKY Bary
IpU HapOIKEHH1, a00 XBOpI B HEOHATaJIbHOMY IEpIOAl, MOXYTh OYyTH HE B 3MO31
anexBatHo cuHTesyBatu TTI' y nepuri TvxH1 KUTTA. Tomy B mporpamax HC Ha ocHOBI
TTT" pe3ynbTaT cKpuHIHTY MOke OyTu xuOHOHeratuBHUM (29,30). [o3piBaHHs abo
BinmHoBIeHHS oci T3 13 306utbmennsmM TTT BinOyBaeThCs y Billl BiJ 2 10 6 TUKHIB
XKUTTS, 1 6arato mporpam HC mepernsHynu pekoMeHAalliil s i€l TPy HEMOBIISAT
(29, 31). YV nepenuacHo HapoxeHux HeMoBIAT mindom TTT 1 piBHi T4 1 T3 B kpoBi
HUX4Y1, HDK Yy JIOHOIIEHUX HoBoHapokeHux. Hespina Bick I'TII3 y 3nauno/Bkpait
nepeavyacHo HApPOHKEHUX HEMOBIST XapaKTepu3yeThesl (1) MOMITHO OCTIa0JIeHUM
migiiomom TTI, (i1) 3HMxKeHHAM T4 3amicTh miaBuIeHHs Ta (ill) SIBHO HIDKYUM 1
KOPOTIIIMM ITiIBHIIEHHSIM T3 mpoTsarom nepiux 24 roauH XuTTs . L{ikaBo, 1o migiom
T3 cnocrepiraerbcst Bxke uepe3 1 roauHy Micis HAPOJKEHHS, TOM1 sK migidom T4
3’ SIBJISIETBCS JIUIIIE Yepe3 7 TOJIMH ITiCIIs HapOHPKCHHS Y HEMOBJIST, HAPOKEHUX Ha 28—
30 twxkui recranii Ta 31-34 TikHi recraiii (32). Lle cnoctepexeHHs MOYKHA MOSCHUTH
TppoMa (HaKTOpaMH: B3HIMKEHHSM MeTabonisMmy T3 y mianeHTti, 30UIbIICHHAM
NedoayBaHHsl 30BHIIIHBOTO KuUtbllsl T4 Ta 30UIbIIIEHHSM BUBUIBHEHHS T3
IIUTOIOII0HO0 3aJ103010 Y BiANOBiAL Ha miaioM TTI'. OgHak, OCKUTBKY MiABUIIIEHHS
piBHs T3 yepe3 1 roguny micis HapOHKEHHS He 3anexano Bif Bukuay TTT, a mikoBi
3HaueHHs T4 nocsiraiucs Jnuine yepe3 7 TOAMH MICHs HApOHKEHHS y OUTBII 3pUIHX
HEMOBJIST, pI3Ka BTpaTa IUIAllEHTapHOI akTUBHOCTI D3 € HaWOLIBII HMOBIpHUM
(G1310JIOTIYHUM  TMOSCHEHHSM INBUJAKOrO TMiABHINeHHS T3, a MmoTiM TpoXHu
croBuIbHeHOro mifBHIeHHS T4. TpaH3uTOpHa TIMOTUPOKCHHEMIS y MEpeadyacHO
HapODKEHUX HEMOBIIAT € YacTOI 3HAaXiJKOI0, SKa TOCHIIOETHCA 1X CYIYTHIMU
naTojorisMu Ta 3yMmoBlieHa He3puioro ¢yHkmiero [TIH3. Tloku Tepamis LT4
nepea9acHol rmoTHPOKCUHEMIT 3AJIMIIIAETHCS CYNIEPEUINBOIO, 1 HEOOX1HI MacIITaOHi
paHIOMI30BaHI JIOCHIKEHHS, 100 3a0e3meuuTH OUIbIIY SICHICTH IOJAO i
MOTEHIIIHHOTO BILIUBY a00 HOTO BIACYTHOCTI Ha MeTabO0i3M THUPEOITHUX TOPMOHIB.
Hagite micnst BcTaHoBieHHs giarHo3y BI' y mepegdyacHO HapoIKEHUX HEMOBIAT
HEOOXITHO MaM’ITaTH MPO BUCOKY YACTOTY MOCTHATAIBHUX TPaH3UTOPHUX GopMm BT,
HAroJIOMylOYd Ha HEOOXIMHOCTI TOBTOPHOI JIarHOCTUYHOI OI[IHKM  MICIsA
HeoHaTtanbHOrO Tepiony. Edekr Bomnbda-YaiikoBa po3BHUBAaEThCS JUIIE B KiHII
TPEThOro TpuMecTpy. [lepenuacHo HapOHKEHI HEMOBIISITA HE MOXKYTh 3aXHUCTUTHCS BiJl
HAJMIPHOTO BIUIMBY TI€peNO3yBaHHA Homy. TakuM YWHOM, BHUKOPUCTaHHS
HOMOBMICHUX Je31H(IKYIOUNX 3ac00IB MPOTHIOKA3aHE TEepPEeaIaCHO HAPOHKEHUM
TITSIM, OCKUIBKHM BIUIMB HOMY MJJIS MICIIEBOTO 3aCTOCYBaHHS MOXE CIPUYMHHUTH
TPAaH3UTOPHUN HEOHATATBHUN Timo- abo TimepTupeo3, Mpo MO 3a3HAYCHO B
cucremMaTuyHomy orjsai (33).

Xoua piBeHb KOHKOpAaHTHOCTI misi BI' y Onu3HIOKIB HU3BKWN, ONHM3HIOKU
nepeBunyoTh B momyssiiii BI' (34). Uepe3 3MinryBaHHS KPOBI TUIOAY KOHIIEHTpPAITIS
TTI y ypaxkeHoi JBIifHI Moxe OYTHM HIXKYOI, HDK OYIKYBajocCs, 1 JaTH
XUOHOHETAaTUBHUN pe3ynbTaT CKpUHIHTY Ha ocHOBI TTI (34,35). Takum unHOM,
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MIPOMOHYEThCST HU3BKUKA TOpIr Juisi moBTOpHOro BuMiptoBanHs TTIT abo cria
PO3IJIIHYTH TMOBTOPHUI CKPUHIHT y OAHOCTareBUX Onu3HIOKIB. Kpim Toro, 3a
HEypa)KeHUM OJM3HIOKOM CIIiJI CIIOCTEPIraT 1010 MOXJIMBOro migsuieHus TTI y
noaaneuiomy UTTi (36). Cunapom Jlayna noB’si3anuid 13 yactororo BI'y 14-21 pa3is
BUILIOIO, HDK Y 3arajlibHI TOMyJAlii, Ta MNOMMPEHUM JETKUM IIiIBUIICHHSIM
TTI/cyOkniHIYHAM TIIOTUPEO30M, OCOOJIMBO B eIl Micsili i poku kutTs (37-39).
IIMoBipHOI0 mpuumHOI0 060X sBMII € THpeoinumii amsrenes (TJI), #MOBipHO
OB’ I3aHUM 13 JOJIATKOBOIO XPOMOCOMOIO 21 1, MOXKIIMBO, 3 HAJAMIPHOIO €KCIIPECIEI0
reia DYRKIA (40-43). Ockinbku 6araTo HOBOHApO/KEHHUX 13 cuHApoMoM JlayHa
MaloTh HETUPEOiNHI 3aXBOPIOBAHHS, HANPUKIAJ, BPOMKEHI Baau cepus abdo
[UTYHKOBO-KHIIKOBOTO TPAaKTy, HIO0 MOTPeOyIOTh XIpypriyHoro BTpy4aHHs (44),
cunte3 TTI moxe nopyuryBatuce. Lle nmpu3BoauTh 10 XUOHOHETATUBHOTO PE3YJIbTATY
HC (y nporpamax ckpuniary Ha ocHoBi TTI'). Tomy ciin po3risiHyTH J0aTKOBE
BuMiptoBaHHs TTT 1 BT4 npubnu3zno y Biui Big 3 10 4 THXKHIB XKUTTSL.

Y HeMOBIAT 13 CIMEHHUM aHaMHE30M IMEpBUHHOrO abo ueHTpanbHoro BT,
pexomenayetbes BumiptoBanHa BT4 1 TTI, naBite sikmo TTI 6yB HOpMabHUM Y
nporpamax ckpuHiHry Ha ocHoBi1 TTT. TloBimomiisiizocst mpo BiICTPOYCHE MiABUIIICHHSI
piBaa TTI' y wnoBonapomxenux 3 gedpexkramu cuctemu DUOXs (16). Ilpu
nentpanbaomy BI' TTI 3a3Buyail HopManbHUM, ajie MOXe OyTH HIXKYKUM 32 HOpMY a00
3JIeTKa MiABUINEHUM; TUTbkU BT4 cnpusitume miarnoctuni (25,45). YV pasi Bimomoi
IeHETUYHOI IPUYUHM (HABITh MPEHATaJIbHE) T€HETUYHE TECTYBAaHHS MOXeE 3aro0irtu
3arpumii aiarHoctuku. Llentpanenuit BI' cmig po3risgatu y HOBOHapOMKEHUX 13
KIiHIYHUME TposBaMu BI' aGo BpOKEHOTO TIMOMITYiTapu3My, aje 3 HHU3BKOIO,
HOPMAaJIbHOIO a0o0 Jemio miaBuIleHor koHieHTpaiiero TTT (25, 45, 46). Kpim Toro,
MH PEKOMEHJYEMO €HJOKPHUHHI TECTH Yy BCIX HOBOHAPO/DKEHUX 13 CIMEHHUM
aHaMHe30M IleHTpanbHoro BI' abo o3HakaMM YM CHMIOTOMAaMHM BPOKEHOTO
rinomiTyiTapu3My, HAIIPUKJIIAJ, MIKPOTIEHIC 13 HEONMYIICHUMHU S€YKaMH, TIIOTIIKEMIs,
TpUBaJja KOBTSHHIIA a00 3aTpUMKa PO3BUTKY HEBU3HAYEHOT €TIOJIOT 1.

2. JIATHOCTHUKA TA KPUTEPII JIIKYBAHHSI
2.1. bioximi4H1 KpHUTEpii, 10 BUKOPUCTOBYIOTHCS JIJIsl IPUUHSITTS PIILICHHS PO
noyaTok JikyBanHs BI'
2.2. CnosimeHHs poaunu npo anomanbauit HC 1 miaTBepIKy0Ui pe3ynbTaTu
2.3. Metoau Bizyanizaiii npu BI'
2.4. AcormiiioBaHi Baix pO3BUTKY Ta CHHIPOMU

2.1. Bioximiuni Kkpumepii, w0 6UKOPUCHOBYIOMbCA 01 NPUILHAMMA PILIEHHA RPO
nouamox aikyeanusa BI’
Pesiome
e Hosonapomkenoro 3 aHomanbHUM pesyiasTaToM HC cmig HampaBuTH 110
€KCIIepTHOTO MeandHOTO TIeHTPY (1/++0).
e AHOMaJNBHUN pPE3yNbTaT CKPUHIHTY CIIA TIATBEPIKYBAaTH TECTYBaHHAM 3
nociiikeHHs M cupoBatkoBux BT4 1 TTL (1/++0).
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e ko xoHuentpauig BT4 y cupoBatii Hux4a, a TTI 3HayHO BUIllE BIKOBOI'O
KOHTPOJIHOTO  IHTEpBady, CJiJA  HerahHo  po3moYaTH  JIKyBaHHS
neBotupokcunom (LT4) (1/+++).

e JSxmo konuentpauwiss TTI y cupoBatui cranoButh >20wmOp/n mig yac
HiATBEPKYBAIBHOIO TECTYBAaHHS (IPUOJIM3HO HA IPYTOMY THOXKHI )KUTTS), CI1JL
po3MoyaTu JIiKyBaHHS, HaBiTh sKIIO0 BT4 € HOpMadbHUM (E€KCIEpTHA TyMKa)
(2/+00).

e Skmo xonnentpaiis TTT y cupoBarii ctanoButh 6—20 MOJI/n micnst 21 nust y
3I0pPOBOIO HOBOHAPOJKEHOr'0 3 KOHIEHTpauielo BT4 y Mexax BIKOBOIO
pedepeHTHOro 1HTepBaly, MU MIPOIOHYEMO a00 HEraitHO po3MmoyaTty JiKyBaHHS
LT4 1 moTiM MOBTOPUTH aHaji3W, Ta BIAMIHUTU JIIKYBaHHS Ha OUIbII Mi3HIN
cTajii, abo yTpuMaTUCh BiJ JIIKyBaHHS, aje MOBTOPUTH TecT uepe3 1-2 TkHI il
NOBTOPHO OLIIHUTH NOTpeOy B JIKYBaHHI (BIACYTHI JOKa3W HA KOPHUCTh abo
POTHU JIIKYBaHHS, 1 11€ € TEMOIO MOJAJIBIINX JOCTIIKEHb) (2/++0)

e V kpaiHax a0o perioHax, 1€ CKpPUHIHIOBI mporpamMu ouinku Qyskmii 1113
HEeJOCTYIHI, JiikyBaHHs LT4 ciin po3noynHaty, ko koHueHtpamis TTI Ha
¢uibTpyBaneHOMy marepi ctraHoButh >40 mU/L (ma moment HC; noBuibHe
MIOPOT'OBE 3HAUCHHS, eKcTiepTHa ayMka) (2/+00) .

e Skmo cupoBatkoBuii BT4 Huspkuii, a TTT Hu3bKUN, HOpMaJIbHHUI 200 €110
MABUILICHHUM, CIIIJT pO3MIISAaTH JilarHo3 neHTpaisHoro BIT (1/4+0).

e VYV HOBOHapOKEHUX 13 LEeHTpanbHUM BI' MM pekoMeHIyeMO pO3MOYHHATH
nmikyBaHHs LT4 numie micns ToBeIeHHS HOpPMaibHOI (YHKIIT HaJHHUPKOBUX
3a5103; SIKIIO HE MOKHA BHUKJIIOYUTH CYMYTHIO IIEHTPajIbHYy HAJHUPKOBY
HEJOCTaTHICTh, JIKYBaHHA TJIIOKOKOPTHUKOIJaMU Ma€ IMepeAyBaTH JIIKYBAHHIO
LT4, mo6 3amo6irtu MOXJIMBOMY MPOBOKYBAaHHIO HATHUPKOBOI Kpu3u (2/400).

Jlokazu

Panne BusBieHHs Ta mBuake JHikyBaHHS Bl (mpoTsrom nepmux 2 THOKHIB KUTTS)
MarTh Ba)KJIMBE 3HAYEHHS JIJIs ONTHUMI3allii HEHPOKOTHITUBHOT'O PO3BUTKY, JIIHIHHOTO
pOCTy, MOYATKy Ta MPOTPECYBaHHS CTATEBOIO JO3piBaHHS, MyOEPTATHOTO POCTY Ta
OCTaTOYHUX 3HAYCHB 3POCTY YpaKEHUX HOBOHAPO KeHHX (47). Bci HOBOHapoKeHi 3
natosioriuauMu pesynpratraMu HC moBuHHI OyTH HampaBlieHI B €KCIEPTHHMA HEHTP
st HeraitHoro nociimkenHs ¢yskiii 3 (TTI 1 8T4) ans miaTBepxeHHs TiarHO3Y
BI'. JlikyBanns nokasasne, sikio konmnentpanis TTI y cuposariti kposi >20 mOp/m a6o
BT4 Hmxye BIKOBOTO pedepeHTHOro iHnTepBany (48). B octaHHbOMY BHUNAAKY TSKKI,
MTOMIpHI Ta JIerKi GopMHU MOKHA KiTacu(iKyBaTH BiIMTOBITHO 10 KOHIeHTpaIrii BT4, <5,
5-10 ta 10—15 nmouns/n BignosimHo (1). loci HEBiTOMO, UM HOBOHAPOKEHI 3 JICTKUM
rinoTupeo3om/rinepTupeoTponineMicro (Tooto miarnoctuani konnentpaiii TTI Bix 6
1o 20 mO/1/n, ane HopMmasibHa KOHIIEHTpaIlisi BT4) oTpuMyIOTh KOPHUCTH BiJI JTIKYBaHHS
LT4 (49, 50). PanmomizoBaHi KOHTPOJHOBAaHI JOCHIIKCHHS, MPHUCBSIYCHI I[HOMY
MMMTaHHIO, He mpoBoawianch. EBomtomis konuentpamin TTI 1 BT4 1 iX TenaeHIis
BIJIIrPArOTh BKJIMBY POJIb y MPUUHSTTI PIICHHAS TIPO JIKyBaHHS, CIMEHHUN aHAMHE3,
Bizyanizauis 113 Ta, 32 HaIBHOCTI, TEeHETUYHUI aHaJ13 MOXYTh OYTH KOPUCHUMH JIJISI
nporHo3yBaHHs nopyienb GyHkii L3, V Benukomy koroptHoMy nociimkenH1 Lain
et al. BUsBUIM TipIMi HEUPOKOTHITUBHUM pe3yJbTaT y MAITEH WIKUIBHOTO BIKY 3
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HEOHATaJbHUM CKpUHIHTOM KoHueHTpatii TTI" mix 75-M 1 99,9-m nepuentunem (51),
TOA1 SIK Ti, y KOTO 3Ha4YeHHS HeoHaTanbHOoro TTI Bume 99,9-ro mepuentunsa (12—
14 mOpn/n1), Mmanu Kpalui KOTHITUBHUN PO3BUTOK, MOXKJIMBO, 4yepe3 JikyBaHHs LT4.
HaBmaku, y Oenprificekiii koropti AiTed He Oyno 3B’SA3Ky MDK IOMIPHUM
HeoHaTalbHUM TiABUIIEeHHSAM TTI' 1 HepBOBUM PO3BUTKOM y AOLIKUIbHOMY Bimi (52—
54).

VY 310pOBUX HOBOHAPOKEHUX, SIK TPABUIIO, PEKOMEHIYE€ThCS OLIIHIOBATH () YHKIIIIO
13 (BumiproBanns TTI 1 BT4) xoxHi 1-2 TikH1 Ta po3rasaaTy JikyBaHHs LT4, konu
TTT Buie a6o BT4 Hux4e BikoBoro pedepeHTHoro iHTepnany (48). Jlerkuii BI' moxe
OyTu nocriiiHuM abo TuMyacoBuM crtaHoM. CiMmeiiHuii anamues, Bizyanizauiga 3 ta
TCeHETUYHE TECTyBaHHSI MOXYTh OyTH KOPHUCHUMH Ui YTOYHEHHS eTioJorii Ta
HEOOXITHOCT1 (OBrocTpokoBoro) jgikyBaHHs (50). YV geskux kpaiHax a0o perioHax
niaTBepKyBanbHe gociikeHHs QyHkuii 3 moxe Oytu HegocTynHUM. Y 1IbOMY
cuenapii jikyBaHHs LT4 MoHa po3modyaTtd, KOJM HEOHAaTalbHa CKPUHIHTOBA
koHmentpariss TTI cranoButs >40MOp/n, He 4dYeKarO4YW MiATBEPIKYIOYOTO
pesynbraty Tecty Ha Qynkmito 3. Take 3nauenns TTI Bkasye Ha momipHy abo
BaXKy ¢opmy nepsuHHOro BI' (55). LleHTpanbHMil TIMOTUPEO3 XapaKTEPU3YETHCS
HU3bKUM piBHEM BT4 y cupoBariii KpoBi B MO€AHAHHI 3 HU3bKOIO, HOPMaJIbHOIO abo
nenno niaBuieHow konmneHTparieo TTI . [amumu npuunaamu tTakoi kom6iHaiii BT4—
TTT € HeTupeoinHi 3aXBOPIOBaHHS, MEpeTYaCH1 MOJIOTH (3 KOPEISALIE€I0 MK TSKKICTIO
Ta recTalliifHuM BIKOM/Baroo Mpy HApOKEHHI) Ta MeBH1 POpMH 3HIKEHOT Yy TIIMBOCT1
no TI (25). LenTpanpauit BI' Mmoxke 6yTH 13071b0BaHUM 200 YaCTHHOK MHOXHHHOT
rinogizapHoi ropmoHanpHOI HemocratHocti (MPHD) (56). ¥V pa3i HemikoBaHO1
HaJHUPKOBOI HEAOCTATHOCTI JiKyBaHHSI LT4 Moke CIpUYMHUTH HAJHUPKOBUN KPH3.
Tomy nikyBanus LT4 ciig po3nodynHATH JTUIIIE TICHs JJabOpaTOPHOTO MiATBEPKEHHS
HOpMaJIbHOT ~ (YHKIIT HATHUPKOBUX 3aj03 abo Mmicis TOoYaTKy JIIKyBaHHS
TJIIOKOKOPTUKOiTaMu (45).

2.2. Ilogioomnennsa npo anomanvuuii HC i niomeepooscyroui pezyiomamu

Pe3zome

e JlocBimuenuii mpodecioHan (HAMPUKIAA, WICH NeIIaTPUIHOI EHIOKPHUHHOI
rpynu, mnemiatp abo Jikap 3araibHOl MPAKTUKH) Ma€ MOBIAOMUTH OaThKiB
TUTHHU TIpo aHoManeHuM pesynpbtar HC Temedonom abo ocobucto Ta
JOTIOBHUTH MMUCHhMOBUM BHUCHOBKOM I cim’1 (2/+00).

e Jlikap-cremiagicT MOBUHEH 0COOMCTO MOBIOMUTH PO MiATBEPIHKEHUH J1iarHO3
BT (2/+00).

Jlokazu

[Tin gac opranizamii mporpamMu (HEOHATAJIBHOTO) CKPUHIHTY, SIK Y MPOMHCIOBO
PO3BUHYTHX KpaiHaxX, TaKk 1 B KpaiHax, IO PO3BHUBAIOTHCA, IMOBIIOMJICHHS PO
HEHOPMAJIbHI PE3yJbTaTH € KIIOYOBUM OOOB’SI3KOM, SIKHM TOBHHEH PETEIHHO
BUKOHYBAaTH HaBYCHHI mepcoHan. TodHa iH(opmallis mepes CKpUHIHTOM IS CiIMei
PO CKPUHIHTOBHM TECT 1 MOXKIIMBI Pe3yNbTaTH (HAMPUKIIAJ, TIOMUIKOBI TTO3UTUBHI
pe3yabTaTH) MOKpallye y4acTh 1 3MEHIIY€E MOKJIMBE 3aHENOKO€HHs OatbkiB. IIpo
HeHopMmabHui pe3ynbraT HC chijg moBiAOMIISITH WIBHUIIKO, aje oOpaHui crnocid
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1HQOPMYBAaHHS MOXXE BIAPI3HATUCA 3aJEKHO BiA TSHKKOCTI O10XIMIYHOTIO CTaHy Ta
MICLEBHX 00CTaBUH (Tele(OHHUI I3BIHOK O€3MOCEPEIHBO POAMHI, IHCTPYMEHTH Ha
0a3i IHTEpHETY y pa3i iX JOCTYmHOCTI, Toulo). [loBiMOMIIEHHS MIATBEPIKEHOTO
niarHo3y BI' Mae 3pilicHIOBaTHCS Biu-Ha-Bi4 MEIUYHUM CHEIIATICTOM 3 JOCTaTHIMU
3HaHHsAMU Tpo BI'; y pa3i MOBHHMX a00 KyJIbTYpHUX BIIMIHHOCTEH PEKOMEHAYETHCA
3a]lydeHHs Tmepekiiagaya adbo (KyJIbTypHOro) IMOCEpeIHHUKa. BaxIMBO NPUAUIUTH
POAMHI Yac 1 MPOCTOI0 MOBOIO TMOSCHIOBATH HACTIAKUA Ta BEACHHS Il€i XBOpoOH, a
TAaKO)X BAXKJIMBICTh PAaHHBOIO BHUABJICHHS Ta aJeKBaTHOro JikyBaHHsS LT4.
[npopMyBaHHs y TUCHbMOBIN (hOPM1 MOKIIMBE, ajle HE MOBUHHE 3aMIHIOBATH 0COOUCTE
obrosopenns (57-59).

2.3. Memoou eizyanizauii npu BI’

Pestome

e [lamienTaM i3 HENmONaBHO BCTAHOBJICHHWM JiarHo3oM Bl mMm Hamoserimeo
PEKOMEHIlyeMO  po3modynHatu JikyBaHHa LT4 mepen  mpoBeneHHIM
Bi3yanmizaniiaux pociimxens 3 (1/++0).

e Mu pexomeHayemo rmnpoBeAeHHs Bizyamizauii I3 3a mgomomororw a6o
Paaioi30TONMHOTO CKaHyBaHHs (cuMHTUrpadii) 3 uu 6e3 TecTy 3 MepXJjaopaTom,
a60 ynbTpasBykoBoro gociimpkerHs (Y3/1), abo o6ox (1/++0).

e 1y OLIHKU TSKKOCTI BHYTPIIIHBOYTPOOHOTO TIOTUPE03Y MOXKHA 3aCTOCYBATH
pentrenorpadito kosiHHOro cyriobda (2/+00).

Jlokazu

PexomennoBano BcTaHoBUTH etiojiorito BI' Ha miarHocTHuHOMY ertami 0e3
BiJITEpPMIHYBaHHS ITOYATKOBOTO JIIKyBaHHS. [IpoBeieHHS BI3yai3alliiHUX JOCIIKEHb
HE Ma€ 3aTPUMYBATH MTOYATOK JIIKYBaHHS HOBOHapo keHuX 13 BI'. PanHe Bu3HaueHHS
npuurHU Bl nae cimM’1 TouHM MiarHo3 (BKJIFOYAI0UX Bi3yallbHI I0Ka3M) 1, pa30M 3 THM,
BaroMi aprymMeHTH, 110 iXHS JWTHHA Ma€ BPOJIKEHY IIaTOJIOTII0, sIKa BHUMAarae
IIOJICHHOTO JIIKYBaHHS MPOTITOM YChOTO XKUTTSA. KpiM TOrO, paHHIN TOYHMIA J11arHo3
— y OUIBIIOCTI BHUIAJKIB JOCATHYTHH 3a JIOMOMOTOI MOJBIMHOI Bizyamizaiii —
CKAacOBY€ HEOOXITHICTh MOJAIBIIOrO JIarHOCTUYHOTO TECTYBaHHS Ta IMOBTOPHOI
OIIIHKK TMpUYMHU Mi3Hime. HapemTi, (moaBiiiHa) Bi3yamizallii MOXeE CIPSMYBaTH
TreHeTHYHE KOHCYJIBTYBaHHS Ta TECTYBaHHS, HaJIalud i1HGOpMAII0 PO PHU3UK
pEIUANBY Ta MOKIIMUBY PaHHIO JIarHOCTUKY Y MallOyTHIX OpaTiB i cectep.

V3/[ LI[3. Y3]] € BaXJIUBUM JIarHOCTHYHUM 3aCO0OM ISl BU3HAYCHHS HASBHOCTI
13 Ta, sx1o BOHA €, 11 JoKamizailii, po3Mipy Ta exoctpykrypu. [Ipote Y3/l € Menm
TOYHUM, HIK paAJIOHYKIiTHE CKaHyBaHHS Ui BusBiIeHHS exrtomiunoi II3. Ile
€KOHOMIYHO e()eKTUBHHI HeIHBa3WBHHI METO/I Bi3yai3allii 03 OmpOMiHEHHS, ajie BiH
CWJIBHO 3aJICKHUTh BiJl MPOodeCiiHNX HABUYOK JIKAps, SKUH MPOBOJUTH JOCIIIKCHHS.
O6’em 113 y HOBOHapokeHUX KonuBaeTbes Bia 0,84 £0,38 g0 1,62 +0,41 ma (60—
62), 6e3 ICTOTHUX 3MiH MPOTITOM Nepmux 3 THKHIB XXUTTA (63). Ha po3mip 13 moxe
BIUIMHYTHU (TpuBaine) npurHiuenHs TTI mix yac nikyBanns LT4. YV takomy BUNaaKy
TTD cnig BumiproBaTu nig yac Y31, mo6 MoxkHa Oyn0 MpaBUIBLHO IHTEPIPETYBATH
posmip 3. Y3/I 13 noBuHEH NpOBOAUTH (haXiBellb.
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Cyunmuepadhia [1]3. CuynTurpadis € HailoUIbII TOYHUM JIAaTrHOCTUYHUM METOI0M
1u1st Bu3HaueHHs etionorii BI', oco6nuBo npu TJI. Texnenit-99m (99mTc) 1 ton-123
(1231) 3axommroroTbes cummnoptepoMm Hatpito (Na)-tiomuny (NIS) Ha OazanbHiit
CTOPOHI TUPOLHUTIB 1 00MABA MpUIATHI Al Bi3yamizaiii. 99mTc Ouibill JOCTYITHUM,
MEHII JOPOT Ui, IBUAIINI y BUKOPUCTaHH1 (OTpUMaHHA 300paxeHHs yepe3 15 XBUiH
MICJsT BBEJEHHS) 1 Mae KOpPOTIIMMA mepion HamiBBuBeAeHHS, HK 1231. 99mTc e
opraHipikoBaHUN, TOMY BaXXKO 3a0€3MEYUTH KUIbKICHE BHM3HAYCHHSI TMOTJIMHAHHS
pamioHykiaiB 3a gomnomororo 99mTc. 3o0paxeHHs HUKYOI gKkocTi, HLK y 1231
OcraHHiil 130TON OTpeOye OLIBIN MI3HBOI'O OTPUMAaHHSA 300pakeHb (depe3 2—3 ta 24
TOJIMHM), aje 3a0e3mnedye OUIHIIMI KOHTpaAcT 1 godae i1HGOpMAII0 MPO TMPOIEC
opraHiikaiii, J03BOJISIIOYM BU3HAYATH BUIUICHHS mepxjopaty mnpu eyromii 113
(64,65). Kpim Toro, BiH Mi/iJ1a€ HEMOBJISIT MEHIITH 1031 OMPOMIHEHHS BChOT'O TiJ1a, HIXK
99mTc (3—10 mxKi/kr mpotu 50-250 mxKi/kr macu Tina) (66,67). Skmio 113 HasBHa
Ta HOPMAJILHO PO3TAIlIOBaHA, a TAaKOX SKIO JOCTYIHHWHA TMEepXJIopaT HaTpPir0, MOXKHA
NPOBECTH JIOCHIJKCHHS BUIUICHHS TEpXJopary s BH3Ha4YeHHS 3aatHocTi 1113
yTpUMyBaTu Hoj. BBOATE mepXjiopar HaTpPitO Ta BUMIPIOOTh akTHBHICTH 13 10 Ta
yepe3 | roguny micisa. TecT Ha BHAUICHHS TEPXJIOPATy BBAXKAETHCS MO3UTHBHUM,
akmo BunuieHds 1231 cramoBute Outbine 10% Bix BBemeHoi no3u. Pasom 13
BU3HAUEHHSM THUPEOTJIOOYJIiHY B CHPOBATIIl KPOBI TECT Ha BUAUICHHS MEpXJIOpary
HajJa€ KOPUCHY 1H(OpMAIliI0 IS HUIECHPSIMOBAHOTO T€HETUYHOTO TECTYBAHHS IpU
nmiarHocTuill pizHUX ¢Gopm BI, crnpuumHenux aucropmonorenesom(1l). Omaum 3
HEJIOJIKIB CHUHTHTpadii € BIACYTHICTh TOTJIMHAHHS 130TOMY, HE3BaKalOud Ha
HasBHICTh TkaHuHU III3. Ile moxxe Oytu crpuumHeno npurHideHHsMm TTI mig gac
cuuHTUrpadii (KO MPOBOAUTHCSA uepe3 5—7 NIHIB Micisa ModyaTky JikyBaHHs LT4),
MOTIEpPEeIHIM BIUIMBOM MOy, aHTHTLIAMU MaTepi, siki 0J0kyroTh peuentop TTT, i
MYTallisIMd B TE€HaX, 110 BIUIMBaIOTh Ha moriauHaHHs ioxy (NIS) abo Jledextu
peuenrropa TTT (TSHR). V nmx Bumankax HeoOxigHo BukoHatn Y3JI I3, mo0
IPOJEMOHCTPYBAaTH HAABHICTh a00 BiACyTHICTh TkanuHHU III3. fAkmo mpuumHoIO €
npuraiueHHss TTI', moB’si3aHe 3 JIIKyBaHHSM, 1 JIIKyBaHHS HE MOJKHa IepepBaTH,
cimaTurpadis 103 ta mgocnimkeHHS BHUAUICHHS MEPXJIOPATy TaKOXK MOXKYTb OyTH
BUKOHaHI Mmiciis BBegeHHs pekoMmOinanTHoro TTI mogunu (68).

lloositina esizyanizayisa. Iloemnanns Y3J| 113 Ta comaTHrpadii 3abdesmneuye
anatomiuny (Y3/l) 1 ¢yHkioHanbHy (cUMHTUTPAdis) OIMIHKY BHUCOKOI PO3IUTLHOT
3IaTHOCTI, 110 JO3BOJISIE PO3PI3HATH MOCTIHHUN Ta MOXJIMBHHN TpaH3utopHHi BI
(64,67,69). Koxxen Meton Bizyaumizallii KOMIIEHCYe OOMEKEHHS Ta HEJOJIKH 1HIIIOTO.
IToxgiitHa Bi3yaurizaliss 0coOJMBO €(pEKTHUBHA JUIS MiATBEPIKCHHS aTHPEo3y (KOJIH
crmHTUTpadis MOKa3ye BiACYTHICTh MOTJIMHAHHS 130TOMY) Ta BUsiBIeHHs exkromii 1113

(65, 67).

Peumeenoepaghisa xoninnoeo cyenoda. Ilpm HapomKeHH1 TO3pIBaHHS KICTOK Yy
OUTBIIIOCTI MAIIE€HTIB 3 TSHKKUM Bl 3aTprMy€eThCs 1 BBAXKAETHCS MTAPAMETPOM TAKKOCTI
3axBOpIoBaHHA. byio mokazaHo, 1o BiH KOPEIIOE 3 pe3ynbTaTaMH PO3BUTKY HEPBOBO1
cuctemu (70), ocBiTHIM piBHEM (71), mopyuieHHsM ciayxy (72), 1 HOro MO»Ha OL[IHUTH,
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BUKOHABIIIM PEHTICHIBCHKUI 3HIMOK KOJIIHAa (HasBHICTh a00 BIACYTHICTh emi(i3iB
CTErHOBOI Ta BEIUMKOrOMUIKOBOi KicTok). JlikyBanHs LT4 HOpmanizye no3piBaHHs
KICTOK IPOTArOM Nepioro poky xuTTs (70,73). Xova TSKKICTb 3aXBOPIOBAHHS MOKHA
BU3HAYUTH 3a TMEPUIUMU JlarHOCTUYHUMHU KoHueHTpamisimu BT4 1 TTT,
peHTreHorpadist KOJIIHHOTO Cyryio0a BUKOHYEThCS SIK IOJATKOBHI METOT Bizyasizarlii,
110 BiI0Opa)ka€ TSHKKICTh BHYTPIIIHBOYTPOOHOTO TIOTUPEO3Y.

2.4. Acouiitosani eadu po3eumKy ma CUHOpOMU
Pesiome
e VYci HOBOHAPOKEH1 3 BUCOKOIO KOHIeHTpauieto TTI' moBuHHI OyTH peTeabHO
oOcTexeH1 Ha HasBHICTh JU3MOP(IYHUX O3HAK, 110 BKAa3yIOTh Ha CUHAPOMHUI
BT, 1 Ha HasIBHICTH BPOJIP)KEHHUX BaJl pPO3BUTKY (30kpema cepipst) (1/+++).

Joxazu

[Toctitinuit BI' Moxe OyTH 130JIbOBaHUM a00 CHHJPOMAJIbHUM. TakuM YUHOM,
HEoOX1IHE peTeibHEe KIIHIYHE OOCTEKEHHSI MPOTATOM MEpIIMX THIB JKUTTA, 1100
BUSBUTH JIU3MOpP(IYHI O3HAKMU, XapaKTepHi Ui  BIANOBIIHUX CHHAPOMIB.
Cungpomunii BI' 371e0U1bIIOr0 CrHpuYMHEHAa MYTAIisIMH B TeHaX, M0 KOAYIOTh
(dakTopH TpaHCKPHIIIIiT a00 OEPyTh y4acTh Yy pAaHHBOMY PO3BUTKY HUTOBUIHOT 3aJ103H.
Cunapom bamdopra-Jlazapyca (OMIM Ne 241850) xapakrepusyerbcsi TJI
(31e0UTBIIIOr0  aTUPE030M a00 TSHKKOIO TIMOILIA3i€r0), BOBYMUM IMIJHEOIHHSAM 1
KOJIIOYMM  BOJIOCCSM 3 JIBOCTOPOHHBOIO —aTpe3i€elo XoaH abo PO3IBOEHUM
HaJrOpTaHHUKOM a00 0€3 HUX 1 3yMOBJIEHUH ABOANEIbHIMU MyTallisimu B redi FOXE1
( 74). Inmmm npukiIagoM cuHapoManbHoro BT, sikuit MOXKIIMBO pO3Mi3HATH B TIEPIOJ
HOBOHAPOJ/KEHOCTI ab00 paHHBOTO JIUTUHCTBA, € CHHAPOM MO30K—JIEreHI—
muTorno i0Ha 3amo3a (BLT) (OMIM Ne 610978) yepe3 raruionenocrtatHicTe NKX2-1,
IO XapakTepusyeThes pisHuMu Tunamu BI', pecmipaTopHuM AucTpec-CHHIPOMOM
HEMOBJISAT 1 JOOPOSIKICHOIO CHaakoBOWO Xopeeto (75,76). IHmMMHM TpHUKIagaMu
curapomuoro BI' € curmpom Amaxwis 1 tumy (OMIM Ne 118450) i3 113 in situ,
rinoruIa3ie€ro JKOBUHHMX MPOTOK 1 BajiaMu pO3BUTKY cepiis (77); cunapomu Binbsmca-
boiipena (OMIM Ne 194050) 1 Hilxopmxi (OMIM Ne 188400) 3 BuHCOKOIO
nomupenictio rinmomasii 13 (50-70%) i1 cyOkmiHigaOTrO Tinotupeosy (25-30%)
(78,79); cmmmpomu KabGyki (80) i HMoxamcona-Bmizzapma (81) 3 eyromiuHOMO
muTonoNi0Ho 3ano3or. Cunapom Ilerapena, cCnpuYMHEHUH MyTamissMH B TEHI
SLC26A4 (OMIM Ne 274600), 13 3000M abo 6e3 HBOTO, CIiA PO3TISLAATH Y pasi
BPOJIPKEHOT CEHCOHEBPAIBHOI BTpaTH Cayxy. HapemiTi, mommpeHicTh BPOIKEHUX Bajl
PO3BUTKY, 30KpeMa BaJ Ceplis, BKIIOYAIOUH e()HEKTH MeperopoiKu, 1 aHOMaIiii HUPOK
(82) Bumia B oci6 3 BI', Hixk y 3arajibHii MOMyIsIIii, 3 BIAMIHHOCTSMH B MOIIUPEHOCTI
MK gociimxeHHsaMA (83—89); cipaBai, TOBIIOMIISIETHCS PO YaCTOTY BaJl CEPIls MPH
BT Bix 3% mo 11%, mopiBastHO 3 0,5% 1o 0,8% y Bcix *kuBOHapoHKeHUX. J{aHi mo10
cuaapomy [layna vaBeaeHo y posaini 1.3.

3. JIKYBAHHS TA MOHITOPUHI" BI'
3.1. [louarok nikyBaHHs nepBUuHHOrO BI'
3.2. MOHITOpUHT JIKYBaHHs MpuU niepBUHHOMY BI'
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3.3. JlikyBaHHSI Ta MOHITOPUHT LEHTpasibHOrO BI'

3.4. JliarnoctnuHa moBTopHa ouiHka (yHkmii I3 micna nepmux 6 Micsiis
KUTTSA

3.5. JlikyBaHHs Ta CIIOCTEPEKEHHS 32 BariTHUMU 3 BI'

3.1. Ilouamox nikyeanns nepeunnozo BI’

Pesiome

e Jlume LT4 pekoMeHyeThes siK mpenapat Buoopy st jikyBanHs BI' (1/++0).

e JlixyBanua LT4 cuin po3nourMHaTd sSKHAWIIBUIIIE, HE Mi3HIIIE HDK uyepe3 2
THXKHI IICJSI  HApOJPKEHHS abo ojapazy Mmicis MiATBEPIKYBaJIbHOTO
(cupoBaTkoBoro) pociaijpkenns ¢yHkuii L3 y HoBoHapomxkenux, y akux BI'
BUSIBJICHO M1/ Yac APYroro pyTMHHOTO CKPUHIHTOBOro Tecty (1/4++0).

e [louarkoBa no3za LT4 mae cranoButu A0 15 MKI/Kr Ha 100y, O6epydn 10 yBaru
Bech ciekTp BT, Bix nerkoi go tsxkoi popmu (1/++0).

e Haiipumoro mnouatkoBoro A03010 (10—-15 Mxr/kr Ha no0y) ciuing JiKyBaTH
HEMOBJIT 13 TsDKKUM BT, sikuii BU3Ha4aeTbes 3a Ay*e HU3bKUM piBHEM BT4 y
CUPOBATIII KpoBi (<5 mMOJTB/1T) ab0 3arajibHOI KOHIeHTpallier T4 y moenHaHH1
3 migBuiieHuM piBHeMm TTI (Bummii 3a HOpMaJIbHUI J11anla30H HA OCHOBI Yacy
BiJl HAPOKEHHS Ta TecTaliiHoro Biky (1/++0).

e Hewmogmuar 13 nerkum BI' (B8T4 >10 nMmonb/n y moeiHaHHI 3 TABUILICHUM PIBHEM
TTT) cnix nikyBaTH HAWHUKYOKO IMOYATKOBOKO /103010 (~ 10 MKI/KT Ha 100Y); y
HEMOBJIAT 13 KOHIeHTpalisMu BT4 10 JiKyBaHHS B MeXKax BIKOBOTO
pedepeHTHOro IHTEepBaly MOKHA PO3TJSHYTH 1€ HIKYY TTOYAaTKOBY 103y (Bij
5 mo 10 mkr/kr) (1/4++0).

e T4 cnix 3acTocoByBaTH MepopaabHO OJHMH pa3 Ha JieHb (1/++0).

e Jloka3u Ha KOPHUCTh OpEHIOBOrO Mpemnapary MOpiBHSHO 3 reHepukom LT4
HEOJHO3HAYHI, aje Ha OCHOBI OCOOHMCTOTO JOCBIAY/€KCIIEPTHOI TYMKH MU
pEKOMEHIYeEMO OpPEeHAOBUH TIpemnapar, a He reHepuk (2/++0).

Jlokazu

Hemae panmoMizoBaHMX KIIHIYHMX BHUIIPOOyBaHb, fAKI O MiATBEpKYyBaIU
cnenudiyHud miaxin no gikyBaHHsA Bl 13 BUCOKOSIKICHUMH J0Ka3aMd. 3 MOMEHTY
MEPIINX HAYKOBUX JTOCHIKEHB MPO YCHIIIHE JIKYBAHHS «CIIOPAIUYHOTO KPETUHIZMY)
TUPEOITHUMHU EKCTPAaKTaMH, OTPUMAaHUMH 3 IIUTOMOJIOHUX 347103 TBapHWH, YCi
MOIAJIBIIII aJanTaIlii Ta BJOCKOHAIICHHS IPYHTYBAIHCS JUIIE HA PETPOCTIEKTUBHUX 200
MPOCTICKTHUBHUX OOCepBaIliiHUX AOCHIKeHHSX. OJIHAK ChOTOJIHI JOCTYITHA BEIUKA
cepis TakWX KOTOPTHHX JOCIHIIKEHb, K1 OyJIW MPOBEACHI IS CITIBBIIHECCHHS
KIHIICBOTO PE3yJNbTaTy 3 PI3HUMH CTpaTerisMu JikyBaHHA. CrodaTky BHBUYaBCS
COMATHYHUN PO3BUTOK JUTHHH, 30KpEMa TEMITH POCTY Ta CTATEBOTO JO3PIBaHHS, ajie
MI3HIMIE Y IIEHTPl TAKUX JOCTIIKEHb CTaB KOTHITHBHUN PE3yJIbTaT — HAWIIHHIIINH,
ajie TakoX HaWOLIbII ypa3nuBuil nokazuuk npu BI'. HaiiBumuii piBeHb n10Ka3iB OyB
OTPUMAaHUH B TUX TOCHIIKEHHSX, SIK1 OL[IHIOBAJIM KOTHITUBHUM pe3ynbTaT (KOe(ilieHT
iHTenekTy [IQ]) B oci6 3 BI' Ta 3m0poBux OpaTiB 1 cecTep KOHTPOJILHOI rpymnu. Pazom
HasiBH1 JlaH1 JO3BOJISIIOTH 3pOOMTH HaIWHI BUCHOBKM Ta pekoMeHpalii. OmHuM i3
TaKUX BUCHOBKIB € MIJTBEP/KEHHS TO3UTUBHOTO pe3yJIbTaTy y OunbIocTi AiTel 13 BT,
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Kl OTPUMYBAJIN «IIPaBUJIbHE» JIIKYBaHHA. Y IIbOMY BHIAAKY YHCIEHHI JTOCTIIKEHHS
TEepaneBTUUYHUX PE3YJIbTaTiB BKa3yIOTh HAa CUILHUMN BIUIUB ABOX (OCHOBHUX) (haKTOPIB,
AK1 BIJTMBAaIOTh HAa KOTHITUBHUM pe3yJbTaT: BIK IUTUHU MPU MMOYATKY JiKyBaHHsA LT4
Ta rmovarkosa no3a LT4.

Bix oumunu npu nouamxy aiky8anus ma no4amrkosa 003d.

3Bakaro4yM Ha Te, MO IIi (AaKTOPH HE BHUBYAIUCSA CHCTEMATHYHO, MOYKHA JIHIIIE
3pOOUTH BHUCHOBKHM Ta peKOMEHJAIlli 3 00CepBallliHUX JOCHIIIKeHb. TaKuM YHHOM,
peKoMeHaIli 010 ONTUMAJILHOTO BIKY Ha MoYaTKy JikyBaHHs LT4 ta ontumanbHO1
MOYAaTKOBOi JI03M BHUBEJEHI 3 JOCTaTHHO IMOTYKHUX JTOCIIIKEHb, SKI 3PEIITOI0
IPOJEMOHCTPYBAJIM BIICYTHICTh PI3HUII B KOTHITUBHUX PE3YNIbTaTaX MK NAI[IEHTAMHU
3 BI' ta 3mopoBumMu Opatamu i1 cectpamu. [loku AOCTymHO nuie JBa TaKUX
nociimkeHas. CroyaTtky JaBa JOCTIIDKEHHS TEPANeBTUYHUX PE3YIbTATIB 32 y4acTIO
MOJIOJIUX AOpOCiuX naiieHTiB 13 BI' Ta KOHTpoJIbHOT Tpyniu OpaTiB 1 cECTEp MOKa3aIH
po3puB 1Q y BiciMm OamiB. Y nux oOcepBaliitHUX JOCIIKEHHSIX JIIKYBaHHS TOYMHATU
B CEpEIHbOMY Y BiIll 24 JTHIB XKUTTSA Ta 3 cepeaHboIo 103010 L' T4 <10 MKI/KT Ha JeHb.
[lepiie qocmikeHHs, ke MOKa3aa0 BiICYTHICTh pO3PUBIB Y MOPIBHSAHHI 44 MaIli€HTIB
13 BI' 1 53 3m0poBux 6patiB 1 cecTep KOHTPOIBHOI IPYIU 3 CEPEIHIM BIKOM HA MOMEHT
TecTyBaHHS 9 pokiB, Oyno 3 Hosoi 3enannii Ta omy6mikoBano B 2013 pomi (90).
[NamienTn orpumyBanu jikyBaHHs LT4 i3 cepeanboro BiKy 9 MHIB 13 OYAaTKOBOIO
no3oto Bixg 10 o 15 Mkr/kr 3anexHo Bif TskkocTi BI'. HoBoHapomkeHi 3 atupeo3om
orpumyBanu 15 Mkr/kr Ha 100y. TTI" HOpMasizyBaBcsl B cepeiHpOMY uepe3 14 nHiB
iCJIsi BCTAHOBJICHHS JiarHo3y. OOYHUCIEHHS CTATUCTHYHOI CHIIM Tepeadadusio, 1o
KUIBKICTh TAIIEHTIB 1 OpaTiB 1 cecTep Oye MOCTATHBOIO IS BUSBICHHS pizHUII [Q B
5,2 6ana. He Oyno icTOTHOT pi3HUII MDK TNalliEHTaMHu Ta Opatamu 1 cectpamu. Jlpyre
JOCJIJDKEHHSI, Y SIKOMY TOBITOMJISIIIOCS] TIPO BIJICYTHICTH PO3PHUBY, MOPIBHIOBAIO 76
naiieHTiB 13 BI' ta 40 OpariB 1 cecTep y KOHTPOJBHIN TpyIi, AOCHIIKEHHS
npoBoiuIIock B bepiini Ta 6yno omy6aikoBano B 2018 pori (91). JlikyBabHUHN TIAXia
HaraJyBaB Miaxin gociipkeHHs 3 HoBoi 3emanmii 3 cepelHIM BIKOM Ha MOMEHT
IIOCTAaHOBKH JIiarHO3y 8 AHIB, CEpeIHBOIO0 MOYaTKOBOK 03010 LT4 13,5 MKr/KT Ha
nenb 1 HopManizamiero TTIT mporsarom cepennporo vacy 15 nmHiB. Ha BiamiHy Bin
HOBO3EJIaHJICbKOTO JOCTIKEHHS, CEepeaHid BIK MAI[l€EHTIB 1 KOHTPOJIBHOI TPYIH
cranoBuB 18,1 1 19,8 pokis BinmoBigHo. He Oymno cyTTeBoi pizHuIli B 3aransHomy 1Q
(102,5 mpotu 102,5), a Takox He OyJI0 BIIMIHHOCTEH B IHITUX (KOTHITHBHUX) TECTaX
yBaru, mam’sTi, 1piOHOT MOTOPUKHU, MTOKA3HUKIB SKOCTI KUTTS T4 aHTPOIIOMETPUIHHIX
BUMiptoBaHb. KpiMm Toro, He Oyl0 HEraTMBHOrO e(eKTy emi30/iB HaJAMIPHOTO
nikyBaHHs 31 3HmwkeHUM TTI. HaBith y miTedl i3 HaHOLIBIIIOW KUTHKICTIO €ITi30I1B
npurnidenHs TTT 1Q Ta iHmIi mapaMmeTpu He BIAPI3HSAIUCS.

[pyHTYIOUNCh Ha JOKa3axXx YOTHPhOX JOCIIKEHb, SKi BHMBYAIM KOIHITHBHI
pe3yabpTaTtu namieHTiB 13 BI' 3 KOHTPOJIBHOIO Tpymnoro 310pOBUX OpaTiB Ta cecrtep,
MO>KHA 3p0OHUTH BUCHOBOK, IT[0 HaBITh IUTHHA 3 TSXKKOIO Gopmoro BI' moxke mocsrtu
HOpManbHOTO [Q, sSKMiT HE BIAPIZHAETHCS BiA 3M0POBHX OpaTiB 1 cecTep, SIKIIO
nikyBanHs LT4 po3nodaro g0 mocsrHeHHS BiKy 4 pokiB. 10 qHIB 1 moyaTKoBa /1032
CTaHOBHTH IoHaMMeHIe 10 MKT/Kr, 3 15 MKT/KT y HaliBaxxunx (popmax. bimemr TouHi
3HAYEHHS JIJIs ONITUMAJILHOTO BiKy Ha modatky JikyBanHs LT4 abo mouatkoBoi 103w,
10 MPU3BOJIUTH JIO TAKOTO CIPUSTIMBOTO PE3yJbTATy, HEMOXKIMBO HAJATH, OCKLTBKA
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1I€ CUCTEMAaTUYHO He BUMBYaNOCh. OHAK y MeTa-aHali31, BKIOYEeHOMY B bepiiHcbke
JOCJIJIPKEHHSI, sIKE MOPIBHIOBANIO Pi3HULIIO [Q MK BaXXKUMU Ta JISTKUMU BUMAJAKAMU
BI' 3a1exHO BiJ NOYaTKOBOI 03U, OyJI0 BUSBIEHO, IO L0 PI3HULII0 MOKHA TIOJI0JIATH
JIMIIIE 32 JOMOMOTOI0 [TOYAaTKOBOI 1031 HE MeHIe 10 MKI/KT.

Topmonanvni npenapamu ma ix 3acmocy8ammsl.

OCKUTbKM ICHY€ JMII€ KUIbKa JOCHIIKEHb BIUIUBY pI3HUX TOPMOHAJIBHUX
npenapariB abo0 METOIB BBEACHHS, peKOMeHalli 0a3yloThCs Ha pe3ynbTaTrax
BUIIIE3TaIaHUX JOCIIKEHb. Y TUX HOCTIKEHHSX, SIK1 TOBIIOMJISIIN PO HOPMaJIbHUM
KOTHITUBHUM pe3yJIbTaT, BUKOPUCTOBYBaIH a00 noipioHeH1 Tabierku L T4, po3unHeni
y BOJ1 200 TpyJAHOMY MOJIOI, SIKI MpUMaIu JIOXKKOI0, abo pinki mpenapatu LT4
(oOuaBa BBOAWIN MEPOPATBHO). Y KOJHOMY 3 JOCHIJKEHb T3 He BBOIWIM Y CXEMY
tepamnii. OCKUTbKY KOTHITUBHI PE3YJIbTATU B LUX JTOCHIIKEHHAX Oy CIPUATIUBUMH,
PEKOMEHIye€ThCS BUKOPUCTOBYBaTH juine LT4 3 crocoOom BBEIEHHS OMHCAHOIO
Bunle. ExcriepTHa koMicist BU3Ha€, 1110 noapioHeHHs TadneTok € off-label, ane ycnimno
BUKOPUCTOBYETHCA BXKE€ MPOTATOM Oararbox pokiB. KiiHIYHMI TOCBIJ MOKa3ye, 110
OloocTynHICTh piAMHHUX TpenapatiB LT4 Buma, HiK TabIEeTOK, 3 MOXJIHUBUM
PU3UKOM TIEpPEelO3yBaHHS TIPU 3acTOCYBaHHI J03yBaHb Yy TaOierkax. Bwia
010JI0CTYITHICTh TAKOXX MOKE MIPUUUHOIO MIEPEX01y 3 TA0JIETOK HA PIAMHY Ta HABMAKH.
Kpim Toro, mamientu 3 BI', axi orpumytots pinunHuit LT4, moxyTs notpedyBaTu
Oinbin yactux BuMiproBadb BT4 1 TTI', a Tako KOPUTYBaHHS 03U IPOTITOM TEPIIHX
MmicamiB kUTTS (92, 93). Ilpm moka3aHHSIX A0 BHYTPIITHBOBEHHOTO JIIKYBaHHS,
(moyaTkoBa) /103a MOBMHHA CTAaHOBUTU HE Outbine 80% mepopanbHOl 103U; 3r00M
703y CHI CKOPEKTyBaTH, Kepywouuch BumiptoBanHsmu BT4 1 TTI. Bapro
MIAKPECIUTH, 10 MPU3HAYATH MOKHA TUTBKH JIIKU (hapMarieBTUIHOTO BUPOOHUIITBA.
Ile cTocyeThes sik TabMETOK, Tak 1 pinuHHUX npenapartiB LT4. Ciig BUKOPHUCTOBYBATH
¢bipmoBi, a He renepuuHi TabneTku L T4, ocobmuBo mpu Baxkii ¢popmi BI' 1y HeMOBIAT
(94). ExcieprHa KOMiCis BHUCTYIIA€ MPOTH BUKOPHUCTAHHS CKJIQJIHUX PO3YMHIB abo

cycnen3iii. Hapemri, 6aTbkaM cIIiJi HaJlaTH TMUCHMOBI 1HCTPYKIIII 1010 JIIKYBaHHS
LT4.

3.2. Monimopune nikyeannus npu nepeunrnomy BI’

Pe3zome

e Mu peKoOMeHIyeMO BUMIipIoBaTH cupoBaTkoBi KoHmeHTpaiii BT4 1 TTI' mo abo
NpUHANMHI 4Yepe3 4 TOAMHM TICJIS OCTaHHBOTO (IOJ€HHOrO) mpuiiomy LT4
(1/++0).

e  Mu pexomenayemo onintoBatv BT4 1 TTI BinmoBigHO 10 BIKOBUX peepeHTHUX
iHTepBaiiB (1/++0).

e [0OBHOIO METOIO JIIKyBaHHS HOBOHAPOJKEHUX 13 mepBuHHUM BI' € mBuike
30UTBIIIEHHST KUTBKOCTI IUpKymotounx T, 1o mo3HavaeTsess y HOpMamizarlii
cupoBatkoBoro TTI'; micma mweoro TTI cmig miarpuMyBaTH B MeXax
KOHTPOJIBHOTO 1HTEPBAITY.

o JSxmo TTI 3HaxoauThCS y BIKOBOMY pedepEeHTHOMY IHTEpBaTi, MOXHA HE
nocsiraTy KoHLeHTpauid BT4 Buie BepXHboi MeX1 pe)epeHTHOTO IHTEpBAILY Ta
He 3MiHIoBaTH 103y LT4 (1/++0).
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e Dbynp-ske 3HmwkeHHs n03u LT4 He MOBMHHO I'pYHTYBAaTHCS Ha OJHOPa30Bii
BUIIIA 3a HOpMYy KoHUeHTpauii BT4 3a BuHATKOM BuUNaakiB, komu TTT
NpUTrHiYeHU! (TOOTO HUXKYE HUKHBOI MEXKi pedepeHTHOro iHTepBaity) abo €
O3HAaKH Nepeo3yBaHHs (Hanpukiaj, 30ymkeHHs abo Taxikapais) (1/++0).

e [lepmy kiiHIYHY Ta 610XIMIYHY KOHTPOJBHY OIL[IHKY CJIiJl POBECTH yepe3 1-2
THKHI BiJ nodatky JikyBaHHs LT4 (He mi3Hime HiX yepe3 1 TWxAEHb y pasi
no4atkoBoi 4031 50 MKr Ha 100y a00 HaBiTh OUIBIIOT 1031) (1/4-00).

e [lomanpmy (kIiHIYHY Ta O10XIMIYHY) OLIIHKY CI1J] IPOBOJAUTH KOXKHI 2 THXKHI J10
JOCSITHEHHS TOBHOI HopManizaiii cupoBaTtkoBoro TTI'; mortim wyacrtoty
OLIIHIOBaHHS MOHa 3MEHIIUTH /10 OJTHOTO pa3y Ha 1-3 micaui 10 12-MicssyHOoro
Biky (1/+00).

e V Bimi Bia 12 Mics1iB 10 3 pOKiB 4aCcTOTy OIIIHKM MOXHa 3MEHIIUTH 10 1 pa3y
Ha 2-4 Micslll; micias [bOr0 KOHTPOIb CIiJ MPOBOAMTH KOXHI 3-6 MiCAIIB 70
3aBepleHHs 3pocTaHHs AuTHHH (1/400).

e ko BusiBieH1 BiaxuieHHs Bil HopMmu BT4 abo TTI, um y pasi cyMHIBHOI
KOMIUTAEHTHOCTI YaCTOTY T€CTYBaHb ciif] 30utbiuutu (2/+00).

e [Ilicus 3miam 103u a6o ckiaay LT4 ciin nmpoBectu 10AaTKOBY OIIHKY uepes 4-6
THXHIB (2/+00).

e Mu pEeKOMEHIyeEMO JIiKapsM YHUKAaTH TPUBAIOTO HEIOCTaTHHOTO abo
HaAMIpHOrO JiKyBaHHs aiten (1/++0).

e Ha BinMiHy Bif TOPOCIUX, Y HOBOHAPOKEHUX, HEMOBIIAT 1 niteit LT4 moxHa
BBOJAUTH pa3oM 3 DKew (ajge 3 YHUKHEHHSM CO€BOro OUIKa 1 POCIWHHOI
KIIITKOBHHH); 10 OuIbml BaxiauBo, LT4 ciig BBOOAWTH B OOUH 1 TOM e dYac
IIOJTHS, 3 TUMU K MPOAYKTaMHU; 1eH MiIX1] MOKE MOKPAIIUTH KOMIUIA€HTHICTb,
3a0e3meunTh IKoMOora rnoctiiHe 3acBoeHus LT4 1, pazom 3 TUM, sIKOMOra Kpaiie
tutpyBanHs no3u LT4 (2/+00).

e V pa3i HeouikyBaHOI moTpedbu y 30unbiieHH] ao3u LT4, cepen mpuuun ciia
PO3MIISTHYTH 3HUKEHE BCMOKTYBaHHs a00 MOCHJICHHH MeTaboii3M THUPOKCHHY
(T4), po3BUTOK CynyTHBOTO 3aXBOPIOBAHHS (HAINPHUKIIAJ, MATOJOT1l IIUTYHKOBO-
KHUIIIKOBOTO TPAKTY ), BYKMBAHHSI ICSIKUX XapUOBUX MPOAYKTIB abo mikiB (2/4+00);
BIJICYTHICTh KOMILJIAEHTHOCTI MOK€ OyTH HAWIOIIUPEHIIIOK MPUYHHOIO,
0COOJIMBO Y TUHEHKEPIB 1 MIJIJTITKIB.

Jlokazu

Hezanmosro Bim movarky nikyBaHHs LT4 HeoOXiZHO TPOBOIUTH TOBTOPHE

¢i3ukanpHe 00CTe)KEHH AUTHHU Ta BuMiptoBanHs piBHg BT4 1 TTT y cupoBariti KpoBi
Tta (0cobmmMBO MOA0 O3HAK mepenodyBanHs LT4 mpu 3acTocyBaHHI HaWBHUIIOL
moJaTtkoBoi jo3u). [laHi pexomeHpmarii — OoCHOBa MOHITOpHWHTY JikyBaHHs LT4 y
narieHTiB i3 nepsuHHUM BI'(95-97). TTI' HOpMamnizyeThcss moBuibHIIIE, HIK BT4.
Tomy meprioro MeToro JiKyBaHHA € sikHaumBuama HopMmaizaiis BT4. Ockinbku BT4
BimoOpaxkae He3B’si3aHy OiojoriuHo aktuBHy ¢Gopmy T4, BumiproBanHs BT4
JOITBHINE, HIX BU3HAYeHHA 3arasbHOoro T4 (98). Jlpyra mera miKyBaHHSA -
nopmamizamis TTD mpotsrom 4 tmwkHiB. Omxe, 3miHa mo3u LT4 3amexuth Bif
pe3ynbTaTiB KOHTpoJbHOTO BT4 (abo 3aranbauit T4), moku TTI He gocsrHE BIKOBOTO
pedepentHoro inTepBay (99). Jocmimkeno, mo mBuaka HopMamizamis TTI 1
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nigtpuManHs BT4 'y BepxHi TOJIOBHHI BIKOBOrO pedEepeHTHOro I1HTEpBaly
ONTUMI3YIOTh PE3yJbTaT PO3BUTKY HepBOBOI cuctemu (90,100-102).

Cnocmepedicenns niciisi nepuiux mudxcHie nikyeanns LT4.

Hemae noka3iB €1MHOT ONITUMAJIBbHOT CXEMHU MOJAJIBIIOrO criocTepexeHHs. OcTaHH1
JOCJIIJIPKEHHSI, CIIPSIMOBaH1 Ha omTuMi3allito 6ioxiMiuHoro tectyBanHs pynkiii 1113,
CB1JIYaTh PO BAXKIJIMBICTH YACTOTO JJA0OPATOPHOTO MOHITOPUHTY Ta KOPUT'YBaHHS 103U
MPOTSATOM TIEPIIIOTO POKY KUTTA. Pe3ynbTaTsl IIUX AOCTIIKEHD MOJIATAIN B TOMY, IO
(1) mamienTn 3 TsxKKOWO (Qopmoro BI' (arupeo3 1 gusreHe3 Ha BIAMIHY BIf
JACTOPMOHOIE€HE3Y, 3 BHUCOKMMHU 3HaueHHAMU TTI° Ha MOMEHT BCTaHOBIICHHS
JiarHo3y) MOTPEeOYIOTh YaCcTIlIOTO KOPUTYBAHHS JIO3H ITPOTSATOM IEPIIOTO POKY JKUTTS
(103,104); (ii) HaliBHIIlI O3 B MEKax PEKOMEHI0BaHOTO Aiama3ony 10—15 MKr/kr Ha
JI€Hb MPU3BENIM 10 OUTBIIOI KUIBKOCTI KOPUTYBaHb J03U Yepe3 TNepTUPOKCHUHEMIIO
(105-107); 1 (iii) momicsude TecTyBanHsa ¢yHkiii 1113 mpu3Beno 10 yacToro
KOPHUI'YBaHHS J103U MPOTSITOM Mepuioro poky xUTTs (75% y Bimi 0—6 micauiB 1 36% y
Bili 7—12 wmicamiB) (97). OnHak y *KOJIHOMY 3 IUX JOCHIKEHb HE OYyJI0 JaHUX IPO
BIUIMB JIIKYBaHHS Ha PO3BUTOK HEPBOBOI CHCTEMH Y XBOpHUX JIiTEH, IO €
HAWBaYTMBIIIOKO JJOBIOCTPOKOBOIO METOMO JikyBaHHS BI. ToMy cXxeMH MOJabIIOro
CIIOCTEPEXKECHHS, Kl Oynau 0OpaHi B JOCTIIKEHHSX 1 MOBIIOMJISIIM TIPO HOpPMaJbHI
pesynbrat  1Q, MOXXHa BHUKOPHUCTOBYBAaTH SK PEKOMCHJAIIO JJI1 IPOBEIACHb
MOJIAJBIINX JOCHTIKEHb. Y HOBO3EIAHJACBKOMY Ta HIMEIBKOMY JIOCITIDKEHHSIX
e(hEeKTUBHICTh JIIKYBaHHS OIIHIOBAJIM IO HOpMaji3allii mapameTpiB CHPOBATKH, SKi
BU3HAUAJach WIOTMXKHS IIICAS TIOYATKy JIKyBaHHA [0 MOMEHTY HOpMasi3arlii
naboparopuux moka3HukiB (90,91). Ilicns nporo B Hosilt 3enanmii aHamizu KpoBi
POOWIIM IIOMICAIIS TTPOTSTOM IEPIIOTO POKY 1 pa3 Ha JBa MICSIll MPOTATOM JAPYTrOro
POKY, a TaKOXX KOXHI1 3 MicsIli B HIMEIBKOMY JIociimkeHHl. O4eBUIHO, 110 CXeMU
MOJAJIBIIIOTO CIIOCTEPE)KEHHsSI TOBUHHI OyTH TIEPCOHAII30BaHi BIAMOBITHO 0
MOJKITUBOCTEHN OATHKIB 1 IX KOMIIJIAEHTHOCTI.

OcHOBHMM O10XIMIYHUM IUJIBOBHM ITOKa3HUKOM mipu nepBuHHomy BI' e TTI.
Himerpke mociipKeHHsI TTOBIIOMUIIO TIPO BC1 HOPMaJIi30BaHi MapaMeTpu CHPOBATKH
IIPOTATOM TEPIIUX 2 POKIB KHUTTSA B yCiX JITEH, SKI OTPUMYBAJIHU JiKyBaHHS. TaKoX
BU3HAYMIIM 3aKOHOMIPHICTE: k1o TTI' OyB y MekaxX KOHTPOJILHOTO iHTEpBaiy, To T4
gacto OyB mifgBuieHui, a T3 OyB HOpMmanpbHUM. CIiJl 3a3HAYUTH, IO TAKOXK Y
JOPOCIIUX MAIIEHTIB 13 TSHKKUM HAOYTHUM TIMOTHPEO30M IS TOCATHEHHSI HOPMAJIbHOT
koHneHTparii TTI" HeoOximHMI OinbIT BUCOKMMA piBeHb BT4 y cupoBatii KpoBi. Lle
MOKe OyTH HACJIIKOM HEIOCTaTHHROTO BUPOOJIeHH T3 MMTONOAIOHO0 327103010, SIKE
HEOOXITHO KOMIIEHCYBaTH BHUIOIO KoHIeHTpalieto BT4. Jlani mpo edextu sBHOTO
MIBHUINCHHS KOHIICHTpaIlii BT4 y cupoBaTili KpoBi 0OMEKeHi. Y JTBOX JOCIIKEHHIX
TPHUBAJIC CIIOCTEPEIKECHHS ITICIIS MEPIoJIiB MepeI03yBaHHs MPOTATOM TEPIIUX 2 POKIB
KUTTS ToKa3zayno 3HokeHHs [Q y Bimi 11 pokiB 1 30UIbIIIEHHS YacTOTH CHHAPOMY
nedinuty yBaru 1 rimepaktuBHOCTI (108,109). binbmn panHi q0CTiKEHHS MOKa3aJIn
HECTIPUSATIIMBUI BIUTMB Ha KoHIEHTparito yBaru (110). Ilpore mocmimkeHHs
Aleksander et al. He moka3zamo BiamiHHOCTEeW [Q MK TallieHTaMH Ta 3JI0POBUMH
Opatamu 1 cecTpamu, He3Bakato4uu Ha riepioan nepeno3yBanus LT4 (91). [Toku Hemae
JIOKa31B MOMKJIMBOTO HETaTUBHOT'O €()EKTy MeploAiB Mepe03yBaHHs, 3HUKEHHS 103U Y
BUNAJKY MiABUIIECHHS BT4 ciig MpOBOAUTH JIUIIIE IMICHS APYroro BUMIiproBaHHS BT4,
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akmo  Tuibku  TTID  He  npurHiveHuid. KpiM  HagMmipHOro  JiKyBaHHS,
«Tepe3aBaHTa)EeHHs» 3BOPOTHOTO 3B’s13Ky oci ['TII3 micns BHYTpIIHBOYTPOOHOTO
rinoTupeo3y OyJo 3alpONOHOBAHO SIK MOXJIMBUM MEXaHI3M, OCOOJIMBO y MAI[l€HTIB
Mononme 12 wicsmis. (24,111). ¥V geskux JOCHIIKEHHSX TMOBIAOMIISUIA PO
MEPCUCTYBAHHS JIETKOI TiNOTanaMo-Tino@i3apHoi PE3UCTEHTHOCTI Y JIOPOCIUX
nanieHTiB 3 BI' mopiBHsAHO 3 nanieHTaMu 3 HAOyTUM Trinotupeo3om (112).

TakuM YMHOM, HEMAa€ OCTATOYHMX JOKa3lB IS OJHIET ONTHMAIILHOI CXEMH
MOAANBIIIOT0 CIIOCTEPEKEHHS, 3aCHOBAHOI Ha JOCHIIKEHHSAX 3 KOTHITUBHUM
PE3yJIbTaTOM SIK OCHOBHUM NapameTpoM. [IpoTe HopMalibHHi1 KOTHITUBHUNA PE3YNIbTAT
OyB JOCATHYTHH MNpU MICAYHUX 1 2-MICSYHHMX, @ TAKOXK 3-MICSSUHMX KOHTPOJISIX
npoTsAroM nepiux 2-3 pokiB kutTTA micis HopMmamizauii TTIN y mepuni TrxkHiI micins
BCTAaHOBJIEHHS JiarHo3y. Kpim Toro, maimieHtu 3 HaiBaxuumu ¢opmamu BI' i
HAWBHINMM J11alla30HOM PEKOMEHI0BaHOI Mo4YaTKoBOi 103U LT4 maroTh miaBUIIIEHUM
PHU3UK YaCTOTO KOPUTYBAHHS JIO3U MPOTATOM TEPIIOT0 POKY JKUTTS Yepe3 MiABHUINEHI
piBH1 BT4. OcKkuIbKM BiJiJalieH1 HEBPOJIOTTYHI HACHIIKU T1IEPTUPOKCUHEMIT/TIEpP10iB
HaJMIPHOTO JIIKYBaHHsS BC€ III€ HE 3’5ICOBaHl, YacCTOTy CIIOCTEPEKEHHS CIIiJ
IHAMBIAYaNi3yBaTH 3 JOJIATKOBUM KOHTPOJIEM Yy pasi cyOONTUMaNbHUX 3HaueHb BT4
a6o TTT. Ilicas kopuryBaHHS 103U HACTYITHUI KOHTPOJIb PEKOMEHIYEThCS uepes 4—6
TikHIB (113). Hapemri, mianiTkoBuil BiK 1 IEpioj] Mepexoy A0 MEIUYHOI JOTOMOTH
JIOPOCIIUM € KpUTUYHUMU TiepiogamMu. HeoOXigHO po3poOMTH 1HAMBIAYaIbHI CXEMU
MOJIAJIBIIOTO CIIOCTEPEKEHHsI, 100 3a0e3MeuYuTd HOPMAJIBHUM PICT 1 CTaTeBe
J03pIBaHHs y MIIITKIB, @ TAKOX (PEPTUIBHICTh Y MOJOIUX Jopociux (114).

llo6iuni egpexmu LT4.

[To6iun1 edexTn TpuBanoro JikyBaHHa LT4 BuHUKaIOTH pigko abo B3arai
BIICYTHI, SIKIIO WOro TMpaBWJIbHO TMpu3HAUuTU. bynaum omnmcani BuUNaaku
TICEBIIONYXJIMHYU TOJIOBHOT'O MO3KY a00 kpaHiocuHocTo3y (115,116). IIpore BimHOCHA
MaKpoKpaHis y Biri 18 micsiiB, ajge 0€3 KOJHOTO BUIAIKY KPaHIOCHHOCTO3Y, Oyiia
3apeecTpoBaHa B KOropti 3 45 marnieHTiB 13 BI' 13 Bu3HaueHMMU KOHIIEHTparisiMu BT4
BUIIE KOHTPOJIBHOTO 1HTEPBAIY MPOTATOM Tiepmux 6—9 micsmis sxutts (117). B oxniit
KOT'OPTi MOJIOJUX JOpOciuX 13 BI' oBiIOMIISIIOCS PO MOPYIIIEHHS CEPIIEBO-CYANHHOT
cucteMu (MOPYIICHHS AlacTONIYHOI MUCYHKINT Ta (i3WYHOI 3aTHOCTi, a TaKOX
30UIBIICHHS TOBIIMHU IHTHMH-Memia, IMT); omHak KIiHIYHE 3HAYCHHS IIUX
pE3yNbTaTIB 3aIAIIAETHCA HEBIJIOMUM. Kpim TOTO, y  BEIIUKOMY
3arajJbHOHAIIOHAILHOMY JTOCHII)KeHH] CTaHIapTU30BaHUN KOe(]IIIEHT CMEPTHOCTI y
namieHTiB 13 BI' He OyB miBUIIIEHUM IpH 3aXBOPIOBAHHAX CUCTEMH KpOoBOOOiry (87).

Cepyesa nedocmamuicmeo.

LT4 mae sBHUIT TO3UTUBHUN 1HO- Ta XPOHOTPOIIHUM BIUIMB Ha cepie. Tomy mnpu
BIIEpIIE JiarHOcToOBaHOMY BI' y HOBOHapoJKEHHX 13 BPOIKEHOIO BaJOI0 Cepls Ta
3arpo30l0 PO3BUTKY CEpLEBOi HEAOCTATHOCTI MU PEKOMEHIYEMO 3aCTOCOBYBATHU
HUKIYy modatkoBy no3y JIT4 — mpubmuzno 50% pexomeHmoBaHoi n03u — 1
MiABUIIYBATH 11, Kepyrounch BuMiproBanHsaM piBHa BT4 1 TTIT" y cupoBatii kpoBi Ta
KIIIHIYHOIO OIIIHKOKO CTaHy HEMOBJISTH.

Tlopywenns 6iooocmynnocmi LT4 uepes3 xeopobu, niku abo xapuosi npooyxkmi.

LT4 B OCHOBHOMY BCMOKTYETHCSI B HMPOKCUMAJIIBHOMY BIJUII TOHKOI KHILIKH.
HeniarnocToBana abo HeikoBaHa Iieiakis 3MEHIIWTh BCMOKTyBaHHsA LT4. [litm 3



34

CUHAPOMOM  KOPOTKOi KHIIKM Tak0XX MAaTUMyTh 3HW)KEHE BCMOKTYBaHHS
npenapaty(118). HemomaBHo Oyno mnokazaHo, 1o pektainbHe BBeneHHs LT4 e
edexTuBHUM Y AiTeH 3 1ieto narosoriero (119). [linBuiieHa akTUBHICTh JeHOAMHAZH
TUNY 3 y BEJIMKHX TI€MaHrioMax MOK€ CHPUYMHHMTH MIJBHUILEHHA METaOOII4HOro
KiipeHcy BeegeHoro LT4 i, Takum unHOM, BUMaratu Ouibinoi go3u LT4 (120-122).
biogoctynuicte LT4 Takoxk Moxke OyTH 3HM)KEHAa IPU OJHOYACHOMY 3aCTOCYBaHHI
1HIMX JiKiB. Hanpukinaz, iHrid1Topu NpOTOHHOI MOMITH, KaJlbllii 00 3a1130 3MEHILATh
BcMOKTyBaHHsd LT4, a mporueniientuyHi npenapatu (peHoOapOiTan, (eHITOIH 1
KapOamaserniH) 1 pudaMiuH 30UIpIaTh Horo MetadoniuHuil kiipeHc. Bzaemoii
HEOOX1IHO BPaxOBYBAaTH, 1 1HOJI iX MOXHa MOAOJATH, SKIIO YHUKATH OJHOYACHOTO
npuiioMy JEKUTbKOX npenapariB nepopaibHo (123,124). V Toli yac sk ais 10pociaux
pexomeHoBaHuil MoMeHT nipuiiomy LT4 ctanoButh 30—60 XBWIMH 10 NpUiloMy iK1
(125,126), Taky pexkoMeHIalll0 BaXKO peamizyBaTd Juisi HeMoBiaT (123).
[Iparmatuuno, LT4 ciin BBOAUTH y (DiIKCOBAHUM Yac 3 pIBHUM IHTEPBAJIOM IpHUHOMY
K1 mIogHs, MO0 MaTH NOCTIMHE, HACKUIBKH II¢ MOXJINBO, moriauHanHsg LT4 i,
BIJIMOBIAHO, SIKOMOTa Kpallle TUTpyBaHHs Horo no3u. HeonHopa3oBo onucysaiu, 110
XapyoBi MPOIYKTH, 110 MICTATh COI0, MPUTHIUYIOTh BcMOKTYBaHHa LT4 y niteit 3 BI'

(127,128).

3.3. Jlikysanna ma monimopunz yenmpaivnozo BI'

e Jlpu Tmxkux ¢dopmax neHTpaibHoro BI' (BT4 <5 mnmonb/l) MU Takox
peKoMeHIyeMo po3nodaTH JikyBaHHs LT4 skHailmBuaLIe MICIs HAPOIKEHHS B
no3ax, sk npu nepBuHHoMy BI' (10—15 mkr/kr Ha 100y, nuB. po3ain 3.1), moo
IIBUKO MpuBecTH BT4 10 HOpManbHUX 3Ha4eHb (1/++0).

e [lpu Ounbm nerkux ¢dopmax HeHTpaibHOro BI' Mu mpomnoHyemMo MOYMHATH
JikyBaHHS 3 HUKY01 7031 LT4 (5—10 MKI/KT Ha 1eHb), 100 YHUKHYTH PU3UKY
HaMipHOTO JiKyBaHHs (1/++0).

e VYV HOBOHapOKEHHUX 13 IeHTpalbHuM BI' MU pexomMeHAyeMO KOHTPOIIOBATH
nmikyBaHHs muisxoMm Bu3HaueHHS BT4 1 TTI 3a Tiero x cxemoro, 1Mo W mOpH
nepeuaHoMmy BI'; BT4 y cwupoBarii KpoBi CHiJ MIATPUMYBATH BHIIE
CepeaHBOTO/MEIIaHHOTO 3HAYECHHS BIKOBOT'O pe(epeHTHOro iHTEpBaly; SKIIO
TTT wusbkuii mepen JIKyBaHHSM, HAcTynmHi Bu3HaueHHs TT[ MoxkHa He
nposoutu (1/+00).

e [lpm mimo3pi Ha HemoctaTHE ab0 HaaMipHE JIKYBaHHS Yy TaIll€eHTa 3
nentpanbauM BI' MmoxkHa Bumipsatu TTI abo BineHuii TpuiontupoHin (BT3) ado
3aranpHui TpuiioaTHpoHin (3T3) (1/+00).

o Komnu BT4 3HaxX0AMTHCS OJIM3HKO HIDKHBOT MEKI peEpEHTHOTO 1HTEPBAIY, CIi
3BOXHTH HA WMOBIPHICTh HEIOCTATHBOTO JiKyBaHHS, 0co0muBO sikmo TTT
>1,0 MO/ (1/400).

e JSlxmio piBerp BT4 y cupoBariii CTAHOBUTH OJIM3bKO 200 BHINE BEPXHHOI MEXKi
pedepeHTHOrO IHTEpBalTy, CIiJ 3BAXUTH Ha WMOBIPHICTh HAJAMIPHOTO
mikyBaHHs (3a ymoBH, mo LT4 He BBOgmim Oe3mocepenHbo mepen 3adopom
KpOB1), 0COOJIMBO SKIIO 1€ OB’ A3aH0 3 KJIHIYHUMH O3HAKaMHU TUPEOTOKCUKO3Y
ab0 Bucokoro koHueHTpariiiero BT3 (1/+00).
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Joxasu

[loniOHo no mepBuHHOro BI' JiKyBaHHS LEHTPAJIBHOIO MOJSATa€ B LIOJACHHOMY
npuiiomi LT4 (mepopanbHo; TabiseTku abo piaka Jikapcbka (opma). HanOunbiii
BIIMIHHOCTI MDK JIIKYBaHHSIM NEPBUHHOTO Ta LeHTpanbHoro BI' monsraiore y
MOHITOPUHTY JIKYBaHHS — HAWBAXJIMUBIIIUM HapamMeTpoM € cupoBaTkoBuil BT4
(3amicte TTI') — 1 mouaTkoBiit 1031 LT4. BaxinBo po3yMiTH, 110 IPHU LEHTPAIBHOMY
BI' nu3pka xonuentpauis TTIT He Bkazye Ha mnepenosyBanHs LT4. Meroro
(6ioximiynoro) mikyBanHs LT4 € nmpuBeieHHs Ta yTpuMaHHsS KOHIEHTpauii BT4 y
BEPXHIM MOJOBMHI BiKOBOTro pedepeHTHoro iHTepany BT4. Xoua Opakye
PaHAOMI30BaHUX KIIIHIYHUX BHUIPOOYBaHb, AKI MepeBipsau O el miaxin y JiTeH,
JTOCIIDKEHHST Y JIOPOCHMX TMIATBEPKYIOTH 10 pekoMenaario  (129,130).
HenTtpanbuuii BI' moxe nepebiratu y Baxkkiit opmi (BT4 npu aiarHosi <5 nMouns/i),
asnie OUIBIIICTh BUMAJAKIB MOXHA Kilacu(iKyBaTH sK Jerkuit abo nomipuuii (BT4 npu
niaraosi 5—15 mMone/i) (20,131). Xoya DOCTIKEeHD 010 BU3HAYCHHS ONTUMAaIbHO1
MOYaTKOBOI /103U NpH 1IeHTpajdbHoMY BI' HetocTaTHbO, KITHIYHUM JOCB1 TOKA3YyeE, 10
nouyatkoBa jo03a LT4 10—15 MKI/Kr y BuMagkax JIETKOIO Ta CEPEIHbOTO CTYIEHS
TSODKKOCT1 TIBUJIKO TIPU3BOAMUTHL N0 Hajadizionoriunoi konmeHtparii BT4. Tomy, 3a
BUHSATKOM Ba)KKMX BUIAJKIB, PEKOMEHIOBaHA HMXKYa IMOYaTKOBA 7103a, 5IKa CTAHOBUTH
5—10 mxr/kr. Illo cTocyeTbcs 4acTOTH MOHITOPUHTY JIIKYBaHHS, CIiA JOTPUMYBATHUCS
rpadixy nepsunHoro BI'.

3.4. Jliacnocmuuna noemopna ouinka @yukyii I3 nicna nepwiux 6 micayie
Heumms

Pe3ziome

e Skmo B mepuri THXHI a00 MICAI XUTTS HE OYJ0 BCTAHOBJIEHO OCTATOYHUM
niarHo3 mocriitHoro BI', mokazana moBtropHa ominka oci I'TII3 y Bimi Bix 2 g0
3 poKiB, 0OCOOJIMBO Y JIITEH 3 HASBHICTIO 3aJI031 B THTIOBOMY MICIIi Ta y TAI[I€EHTIB
13 IMI03pOI0 Ha 1301p0BaHMi NeHTpanbHuil Bl (1/++0).

e Jlms BcTaHOBJIEHHS TOYHOro JiarHo3y JikyBaHHs LT4 caig mocTymoBo
IPUIUHUATHA MPOTATOM 4—6 THKHIB a00 Bifpa3y MPUIUHUTH, a Yepe3 4 THKHI
CI TPOBECTH TIOBHY TIOBTOPHY OIlIHKY, IO BKJIOYaEe (MPUHANMHI)
BuMmiptoBanHs BT4 1 TTI .

o JSlxmo mintBepmxeHo nepBuHHUI Timotupeo3 (TTL >10 MOna/n), posrisHbTE
MOXUIMBICTD Bizyamizarii I3 Ta, SKIO MOXJIMBO, TCHETUYHOTO TECTyBaHHS;
K0 WMoBipHMiA ieHTpanbuuid BI' (BT4 Huk4Ye HIDKHBOT MEX1 peepeHTHOTO
IHTEpBaJly B MOEIHAHHI 3 HU3bKO HOPMAJIBHHUM JIMIIE TOMIPHO MiIBHIIICHUM
TTT'), po3riasiHbTe MOXJIHMBICTH OIIHKH 1HIUX (GYHKIIA TEepeaHbOi YacTKU
rimodiza Ta TEHETHYHOTO TECTYBaHHS.

o JSxmo TTI mepeBuirye BepxHio MeXy pedepeHTHOro iHTepBaty, aine <10 mU/L
(mepBunnmii BI') a6o BT4 Tpoxu BuIlle HIKHBOT MeX1 peepeHTHOTO iHTEPBATY
(mentpanbsauil BI'), mpomoBxyiiTe 63 MiKyBaHHS Ta MOBTOPITh TECTYBaHHS IIIE
gyepe3 3-4 twkHi ( 1/++0).

e Skmio nutrHa 6e3 aiaruo3y noctiHoro BI', 113 3HaX0AMTHCS B TATIOBOMY MICII1
1 motpeba B 1031 LT4 meHmie 3 MKI/Kr Ha 100y y Billl 6 MiCSIIB, TO IOBTOPHY
OIL[IHKY B3K€ MO’KHA MpoBecTH B ek yac (1/++0).
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e Mu pEeKOMEHAYEMO YHUKATH HOAY SK AHTUCENTUKA MPOTArOM IMepu- Ta
HEOHATAJIbHOTO MEPIOAy, OCKUIBKM BiH MOK€ COPUYMHUTU TpaH3UTOpHUM BI'

(1/++0).

Joxasu

B ocrtanHi poku nomwupeHicTh TpaH3utopHoro BI' HeyxuibHO 3pocTtae. ¥V psai
JOCIIIKeHb OyJI0 BHUSBICHO (aKTOpH, IO MiJBUIIYIOTh WUMOBIPHICTH TPAH3UTOPHUX
3aXBOPIOBaHb, Taki sIK cTaTh (yactimie y xjomuukiB) (132 133), Hu3bka Bara mnpu
HapokeHH1 (134 135), HeoHaTalibHA 3aXBOPIOBAHICTb, IO MOTPEOye IHTEHCHUBHOI
tepamnii (135), pacoBa/eTHIuHA MPUHATEKHICTD (YacTilie y He OUTOMIKIPUX MAIIEHTIB)
(14) 1 menm Baxkkuii BI' mpu BcTaHOBNIEHH1 J1arHo3y (OLIHIOEThCS CKpUHIHTOM TTT
a6o miarHoctuunum TTI a6o BT4) (8,132,133,136—141). HaBnakwu, Taki pakropu, siK
nepeauyacHe HapospkeHHs (11,142,143), inmi BpomkeHni anomanii (141), cimelnuii
aHamHe3 3axsoptoBanb LII3 (142), ii anomansHa Mopdosoris (Tinoriasis Ha MOMEHT
niarHoctukn) (142), migpumenHs TTT >10 mU/L nmicas Biky 1 pik (KoM HEMOBIISITA
nepepoctaroTh 103y LT4) 1 6inbmn Bucoka notrpeda B 1031 LT4 y Bimi Big 1 10 3 pokis
noB’si3aHil 3 nocTiitHuMm BI' (13 cynepeuwnnBuMU pe3yibTaTaMu MK JOCIIKEHHSIMU
o010 ¢axropa morpedu B 1031 (132,133,136-140,143-147). HemronaBHi 10CITiKEHHS
noKasaJd, 1o pands BiamMina L'T4 nys omiHky HEOOX1JHOCTI MOIANBIIOT Tepartii MOXe
OyTH pO3rJIsiHyTa Ta 3/AiiCHEeHa Y Billl Bia 6 MicsiiB, 0co0imBo y maiieHTiB i3 113 in
situ, BigcyTHIM cimeiinuM aHamHe3oM BI' y oci0 mepmroi siHiT ciopigHeHocTi abo y
HAIli€eHTIB, SKi MOTPeOYyIOTh JIKyBaHHS HHU3bKOI 103010 LT4. Saba et al. (148)
obocrexmmu 92 mamientiB i3 BI' ta I3 in situ i Bussmwm y 49 i3 Hux (54%)
Tpanzutopuuii BI'. ¥V 11boMy nocimipkeHH1 oNTHMAalIbHI TOPOToBi 3HaueHHs 103U LT4
JUIS. TIPOTHO3YBaHHS TpaH3uTopHoro BI' y Bimi 6 1 12 wmicsmiB craHoBuian 3,2 i
2,5 MKI/KT Ha JeHb, BIANOBITHO, 3 4yTiIuBicTIO 71% B 000X BHIagKax Ta
crienudigricTIO 79% 1 78% y Billi 6 1 12 MicAIiB BIANIOBITHO (3HAYECHHSIMH, HIKY1 32
Il TIOPOTH, BBAXAIOTHCS MPOTHOCTUYHUMHU i TpaH3uTopHoro BI). V nmocmimkenni
Oron et al. (149), y 17 i3 84 mamientiB i3 I3 in situ (20%) nmiarHOCTyBaIH
tpan3utopuuid BI'. OnTumanbhi rpaHuvHi 3HaueHHs no3u LT4 y Bimi 6 MicsIiB
CTAaHOBWJIN 2,2 MKI/KT Ha 1100y 3 4yTiuBicTio 90% 1 crenudiunictio 57%. O0uaBa
JOCIIHKSHHSI MAKPECIIOI0Th HEOOXITHICTh PETENBFHOTO KIIHIYHOTO Ta 010JI0T1YHOTO
MOHITOPHUHTY JJIsl BUSBIICHHS JIITEH, K1 HE MOTPEOYIOTh TPUBAJIOTO JIIKyBaHHSI.

Jliku, mo BrumBatoTh Ha ¢GyHKmio I3, 30kpema #oa 1 HOAOMIMETHKA MOXKYTh
MPU3BECTH JI0 THMYACOBOT0, aJie BUpakeHoro rinotupeosy (150). Tomy Bukopuctanus
Homy SK MIKIPHOTO aHTHCENTHKA, TAKOTO K TMOBINIOH-HO/A, HE PEKOMEHIOBAHO IS
BUKOPUCTAHHS B aKyIIEPCTBI Ta HEOHATOJIOTIi — Iel mpemapar jerko gocsrae L3
10Ty 800 HOBOHAPOIXKEHOT0, BUKJIMKAIOUH TPAH3UTOPHUM TIMOTUPEO3 (Yepe3 MKIpy
Ta TUTAIICHTY Yy MaTepiB, 4epe3 MKipy y HOBOHapomkeHux) (29,151,152). OcobmmBo
HOMHI aHTUCENTUKHA HeOe3MeyHl y mepeayacHo HapOHKCHUX HEMOBJIST, YHUKHEHHS
edexty Bonnda-UalikoBa HEMOXIUBE y Takux nitedd. Crij 3amuTaté MaTepiB IMpo
CIIO’KMBAaHHS 0araTux HOJAOM Xap4OBHUX MPOAYKTIB 200 610/100aBOK, K1 TAKOK MOXKYTb
crnpuuuHUTU TpaH3utopuuit BI'(153).
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3.5. Jlikysanna ma cnocmepeicenun 3a eazimuumu 3 BI’

Pesiome

e V xi"ok 13 BI', siki miaHyrOTh BariTHICTb, MU HAIOJETJIUBO PEKOMEHIYEMO
ontumizyBatu JikyBaHHs LT4; kpiM TOro, mux »IHOK CIiJl KOHCYJbTYBaTH
o010 6utbIIoi motpedbu B LT4 mig yac BaritHoCTi (1/++0).

e PisHi BT4 (a6o 3aransHoro T4) 1 TTT caig koHTpositoBaTU KOXKHI 4-6 THIXKHIB
mij yac BariTHocTi, o0 koHueHTpamis TTI BiamoBigana MOTOYHUM
pEeKOMEHJaIIsIM II0A0 JIKYBaHHS TIOTUPEO3y IiJl 4Yac BariTHOCTI, TOOTO
<2,5MOp/a1 mpoTsAroM recrauli y mamieHToK, Kl OTpuMyBanu JikyBaHnHs LT4
(1/+00).

e V BparitHux 13 ueHtpaibhuMm BI' nosu LT4 coig 30uibmyBatd, 1100
KoHUeHTpalis BT4 Oyna BUIOIO 32 cepeHe/cepeiHe 3HaUEHHS peepeHTHOro
iHTepBaty A Tpumectpy (1/+00).

e [licns monoriB Mu pexoMeHAyeMo 3HM3UTU 103y LT4 no Tiei, mo Oyna 1o
3auyatTs; AojgaTkoBe oOcrexeHHs ¢yHkuii [[[3 moBuHHO OyTH BUKOHAHO uepes
~6 THXHIB Mmiciist oJioriB (1/++0).

e Bci BariTHi )XiHKH MOBUHHI BXXuBaTu ~250 MKT oy Ha aAeHb (1/++0).

Jlokazu

OnTumanbHe BeJCHHS BariTHHX i3 BI' BUMarae 3HaHb Ta po3yMiHHS HOPMaJbHUX
¢iziosoriyaux 3MiH. Ha paHHIX TepMmiHax BariTHOCTi, JO Ta IIiJl Yac PO3BUTKY
dbynkionyrouoi 113 mmoay, miig 3anexuTs Bix noctadanus TI™ maTip o, 1110 BUMarae
BiJl BariTHOi ONTHMaJbHOTO HomHOro crarycy. JliicHo, ockinbku I3 mioxy
dbyHKITIOHAIBHO HEe no3piia a0 18-20 TWXKHIB BariTHOCTI, ITUTI 3HAYHOK MIpPOIO
3aJIeKUTh  BIJl HAOXO/KEHHS  MarepuHchkoro T4 Ha  paHHIX  CTagisx
BHYTPIIIHBOYTPOOHOTO PO3BUTKY MO3KY, 1110 pOOUTH BT4 HallBasKITUBIIIUM TOPMOHOM
JUISL PO3BUTKY IUIOAY. Y JPYTid MOJOBHHI BariTHOCTI IUTIT OTPUMYE SIK MAaTEPHUHCHKI
TT', Tak 1 BMacHi, CHHT€30BaH1 CBOEIO IMUTOIMOAIOHOO 3a7103010. SIBHUH 1 CYOKITIHIYHHIMA
rinoTUpeo3 y MaTepi OyB IMOB’I3aHUH 3 MMATOJIOTIYHUM MepediroM BariTHOCTI, a TaKOXK
13 TOPYIIEHHSIMH PO3BUTKY HEPBOBOT CUCTEMHU y JTUTHHHU, OCOOIUBO SKIIO TUCHYHKITIS
BUHHUKA€ Ha paHHIX TepMmiHax BaritHocTi. Cepesl BapiaHTIB MAaTOJIOTIYHOTO MEpediry
BariTHOCTI (adverse pregnancy outcomes) y BaritTHuX 3 Bl 3a3HauaroTh migBUIieHun
PU3UK TeCTaIliiHOl TimepTeH3ii, eKCTPEHOrO0 KecapeBOro pO3THHY, IHAYKOBAHUX
MOJIOTIB MPHW BariHAIBHUX ToJioTax 1 mepeayacaux mojoriB (154,155). Piens TTT
>10 MmO /l/n mpoTsiroM niepminx 3-6 MICSIIiB BariTHOCTI ACOIIFOETHCS 3 BUIIIUM PU3UKOM
MepeayacHuX MoJoriB 1 Makpocomii tuioga. Li 3B‘s13ku He Oy BUSIBJICHI Y JKIHOK 13
3aJI0BUTbHUM KOHTposieM Trinotupeo3y, T00to TTI <10 MOn/n. Tum HE MeH, i
KIHKA MaJTi BUIUNA PU3UK 1HIYKOBAHUX IOJIOTIB ITiJl Yac BariHaIbHUX mMoioriB (154).
Jiti, HapoxeHi Matepsmu 3 BI', MaroTh BUIIHIA pU3UK OTaHOT PyXOBOT KOOpIMHAIIII,
ane He 1HMUX chep PO3BUTKY, SIK-OT MOOLIBHICTH, CHUIKYBAaHHS, PyXOBI Ta MOBHI
HaBuuku. OgHaK aiTH, Hapo KeHi Big MaTepiB 3 TTI" >10 mOu/i1, yacTinie Manu HU3BKI
MOKAa3HUKU PYXOBUX ab0 KOMYHIKaTMBHUX HaBHYOK. OJHAK, 3aJIUIIAETHCA
HE3PO3yMUINM, Y BIUIUBAIOTH 111 MOO1YHI €(DeKTH Ha MOJaNbUINA PO3BUTOK HEPBOBOI
cucremu aAutuHU(156,157). Ilin yac BaritHocti moTpedba B TT 3poctae, 1 OUIBIIICTD
KIHOK, 5Kl npuiiMatrore LT4, nmorpeOyroTh 30uibiieHHs n03u 10 30%. XKinku 3
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aTUpeo30oM, HaiBaxuor (opmoro BI', moTpeOyroTh HAMBUIIMX 1103, 1 JIIKYBaHHS
MOBUHHO OyTH clipsiMOBaHe Ha miaTpuMKy kKoHueHtpauii TTIN <2,5 MOn/n npoTsirom
Bciei  BariTHOCcTi  (154,155,158). Tomy HaA3BUYAlHO BaXJUBO  PETEIHHO
KOHTPOJIIOBATH JIIKYBaHHS BariTHUX IHOK 3 T1IIOTUpe030M npenapatamu LT4.

4. PE3YJBTATU HEOHATAJIBHOI'O CKPHUHIHI'Y TA PAHHBOI'O
JIKYBAHHSA

4.1. Hacniznku Ha pO3BUTOK HEPBOBOI CUCTEMU

4.2. Po3BUTOK 300y NpU TUPEOINHOMY THCTOPMOHOT€HE31

4.3. 3pocTaHHs, CTaTeBe 103piBaHHS Ta (PEPTUIBHICTh

4.4. 310poB'a KICTOK, 0OMIH PEYOBHH 1 CEpLIEBO-CYIMHHOI CUCTEMU

4.5. IMamienT 1 mpodeciiiHa ocBiTa, AKICTh KUTTS, OB’ s13aHAa 31 37JJ0POB’SIM

4.6. [lepexig 10 MEAUYHOTO CYITPOBOJY IOPOCIUX

4.1. Hacnioku na po3eumok Hep8oeoi cucmemu

Pe3zome

e B ycix giteit 13 BI' ciing nepiogM4HO OIIHIOBATH PO3BUTOK 1 YCHINIHICT Y
HaB4aHHI. [[pHYMHOI0 JOJATKOBOI OI[IHKK € 3aTPUMKa MOBIICHHS, MPOOIeMH 3
yBaroro Ta rnam’ATTio, npobdiemMu 3 noseaiHkor (1/++0).

e V mite#t 13 BI', siki A1liCHO J€MOHCTPYIOTh 3HaYHY 3aTPUMKY TICUXOMOTOPHOTO
PO3BUTKY Ta cuHApoMHuM BI' 3 aHOManisiMu roIoBHOTO MO3KY, BKpail BaXJIMBO
BUKJTFOYUTH 1HII MPUYMHU IHTEJIEKTyalbHUX nopyiieHs kpiM BI'(1/+00).

e [loBTOpHI mepeBipku CIyxy (HE JHIIe B HEOHATAIHPHOMY TEpioji) CIij
IIPOBOJIUTH JI0 MIKIIBHOTO BIKY Ta, SKIIO HEOOX1AHO, MiJl Yac MOIAJBIIOTO
crioctepesxkeHHs (2/++0).

Jlokazu

VY mepeBaxkHoi Outbimocti mitedt 3 BI, ski mpodnuim anekBaTHE JIIKYBaHHS B
pPaHHBOMY BIIll, PIBEHb PO3BUTKY HEPBOBOI CHCTEMH Ta pE3ylbTaTH y IIKOMII
BizmoBinaroTh HOpMi (90, 91, 159-161), a po3ymoBa BiACTAIICTh, KA BU3HAYAETHCS
npu 1Q <70, nmpakTuyHO HE MiarHOCTyeThes (162). Y MUHYIOMY MAaIIEHTH 3 TSIKKUM
BI', siki oTpuMyBaiu HU3bKY nodaTkoBy A03y LT4, manu Hmx4l mokazHuku [1Q (xoua
B MEXax HOPMH) 1 HE3HAUH1 HEBPOJIOTTYHI MOPYIICHHS! KOTHITUBHOTO Ta MOTOPHOTO
po3BUTKY (163 164) mOpiBHSAHO 3 KOHTPOJIHHOIO MOIMYJISIIEI0, BKIIOYAIOUN 3I0POBUX
OpartiB 1 cectep (164 165). 3a ocTaHH1 JBa ACCATWIITTSA PAHHE JIIKYBAaHHS 3 BUCOKOIO
mo4aTKoBOIO 103010 L T4 (>10 MKr/Kr Ha 100y) Ta MOKpAICHHS JIIKYBaHHS IMaI[i€HTIB
13 BI' mpus3Beno 1m0 Kpamux pe3ysibTaTiB KOTHITUBHOTO Ta MOTOPHOTO PO3BUTKY
XBOPHX, MMOPIBHSHHUX 3 pe3yJbTaTaMH KOHTPOJbHOI rpynu OpartiB 1 cectep (90,91). ).
OnHak, HE3BaKAKOUM HA paHHE Ta aJICKBaTHE JIIKyBaHHS, MallieHTH 3 TsHKKUM BIT Bce
1I€ MOXXYTh MaTH HE3HAYH1 KOTHITUBHI Ta MOTOPHI MOPYIIEHHS Ta HUKYY YCHIIIHICTb
y mkomi (161, 166—-168). Li apediuuTH MOXYTh BigoOpaxkaTh MNpeHATAIbHE
MOIIKOPKEHHSI MO3KY BHACIHIIOK BHYTPIIIHBOYTPOOHOI HemoctaTHOCTI TI', sike He
TIOBHICTIO BITHOBJIIOETHCSA MICISAMONOrOBUM JiKyBaHHsIM. He3paxkarouum Ha Te, IO
TpaHCIUIAEHTApHE HAJIXOKEHHSI MAaTEPUHCHKOT0 T4 MOXe 3aXMCTUTH MO3OK IJI0/1a
BiJl CEpHO3HUX HEBPOJIOTTYHUX MOPYILIEHb, HOTO MOXKE OYyTH HEJIOCTATHBO JJIs1 3aXUCTY
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B1Jl BaXKOTO rinotupeosy miona (168). litu 3 BI' Takox MOXXyTh MaTu 3MEHIIEHUN
00’eM rinokamny (169) 1 anHomaibHy MOP(OJIOTiI0 KOPH PI3HUX BIAJIUIIB FOJOBHOTO
MO3KYy (moToHieHHsT a6o mortoBiieHHs) (170), mosicHIOOYM JieTKl Ta crenudidHi
nediuuTi 1naM’sATi, MOBHM, CEHCOMOTOPHHUX Ta 30pOBO-IIPOCTOPOBUX (YHKIIIH
(169,170). Kpim Toro, paHHi €mi30/1 K HEJOCTATHHOIO, TaK 1 HAAMIPHOTO JIIKYBaHHS
MOXYTh OYTH TIOB’s3aHI 3 MOCTIMHUMHU TMpoOJieMaMu TOBEIIHKM B OOMEXEHOT
KUTBKOCTI JiTedt monimnitkoBoro Biky 3 BI' (109).

HanMmipHe mikyBaHHS MPOTSTOM IMEPIIUX MICSIIB KUTTA (32 BUHATKOM BT4
Bullie HopMmu 3 HenpurHideHuM TTT" Ta/abo 6e3 o3Hak ab0 CUMMITOMIB TIEPTUPEO3Y),
KPUTHUYIHOTO MEePiOAY JJISI PO3BUTKY MO3KY, MOYKE OYTH OB’ s13aHE 3 AC(IIIUTOM yBaru
B mKiIbHOMY Billl ( 109,171,172) 1 Hxxunmu nnokazuukamu [Q (108,173,174). Jlo Toro
K HETaTUBHO BIUIMHYTH HAa KOTHITUBHI PE3yJbTAaTH Ta OCBITHI JOCSATHEHHS MOXYTb
HII1 (paKkTOpH, 30KpemMa COIabHO-0CBITHIN cTatyc (71) 1 HU3bKa MPUXUIBHICTh 10
nmikyBanns (71,167,174). Tomy B ycix gitedt 13 BI' ciig mepioguyHO OLIHIOBaTH
NICUXOMOTOPHUN PO3BUTOK 1 YCHINIHICTh Y IIKOJL. Y pa3l CyMHIBIB PEKOMEHI0BAHO
OI[IHIOBAHHS CTIEIIai30BaHOI0 KOMaH010 B IeBHOMY Bitli (12, 18, 24 1 36 micsiis, 5,
8 1 14 pokiB) JUIsi MOHITOPUHTY PO3BUTKY KOHKPETHMX HABMYOK PO3BUTKY (58).
[IprunHOO JOMATKOBOI OIIHKK € 3aTpUMKa MOBJICHHS, MPOOJIEMH 3 yBarom Ta
nam’TTI0, MPOOJIEMH 3 TTOBEIIHKO. Y Aeskux aitei 13 BI' 13 3HaUHOIO 3aTpUMKOIO
MICUXOMOTOPHOTO PO3BUTKY, HEOOXITHO BUKJIFOUUTH 1HIII MPUYUHUA THTEIEKTYaJIbHUX
nopymienb, okpiM BI'. HemiarHoctoBane mOpyIIEHHS CIIyXy MOXE MOTIPIIUTH
PO3BHTOK MOBJICHHS, YCHIIITHICTD y IITIKOJI1 Ta AKICTh ®KUTTsA (71,72,175). TT BimirparoTsh
MIEBHY POJIb Y PO3BUTKY KOXJIeapHUX 1 ciryxoBux ¢yHkii (71,176,177). Hezpaxaroun
Ha paHHE Ta ajickBaTHe JikyBaHHs LT4, nerke ta cyOKIiHIYHE TOPYIIIEHHS CIYXYy Oyi10
3apeectpoBaHo y ~20% 10 25% nianitkiB i3 BI'. Pusuk BTpatu ciayxy 0yB BUIIUM, HIXK
y 3J0pOBUX 0¢i0 3 KOHTPOJIBHOT TpynH (3%), 1 TICHO 1MOB’si3aHM 13 TsKKICTIO BIT (72
178). Mononi moau 3 BI' moBimomiisnu npo nopymieHHs cnyxy yacrime (9,5%), Hixk
3arajbpHa nonyssinis (2,5%) (71). Brpara cnyxy nepeBaxHo 0yia TBOCTOPOHHBOIO, Bijl
JIETKOTO JI0 MOMIPHOTO, CEHCOHEBPAJIBHOI'O THUITYy, CTOCYBajacsi BUCOKHUX a00 IIyKe
BHCOKHX YacTOT 1 B JICSIKUX BUITQJIKaX MOTpeOyBaa cayXxoBux amapatiB. HaBiTe micis
BUKJTFOUEHHS TAIIEHTIB 13 cuHapomMoM [leHapena pu3uk po3BUTKY MOPYIIEHHS CIyXY
OUTBII HIX y TPW pa3u BUIIHMK y xBopux 3 BI', Hix y 3aranpniii nmonyssmii (72). He
TUTHKY HEOHATAIIbHI, ajie i MOBTOPHI MEPEBIPKU CIYXY CIiJ] MPOBOJAUTH JI0 MIKIIHHOTO
BIKY Ta, SIKIIO HEOOXITHO, i 9ac MOIABIIOTO CIIOCTCPEIKEHHS.

4.2. Pozeumok 300y npu mupeoioHomy OuczopmoHozeHesi

Pe3zome

e V gmitedl Ta MITITKIB 3 mepBUHHUM BI' BHaCHigOK AMCTOPMOHOTEHE3Y MOXKE
po3BuTHCA 300 1 By3nw; y muX BUmaakax mo3y LT4 cuim cnpsmyBatu Ha
nocsirHeHHs TokasHWKiB TTIT Ha HWKHBOMY Jiala3oHi HOPMH, TaKOX
PEKOMEHJIOBAaHO TEPIOANYHE YIbTPA3BYKOBE MOCTIIKEHHS MJIi MOHITOPUHTY
00’ emy I3 (2/++0).

e Ockinbku OyJ0 3apeecTpoBaHO Kiibka BUMAnKiB paky L3, y pa3i BusBieHHS
03P LIMX BY3JIIB MPU YIBTPa3ByKOBoMY nochiimkeHH1 (1/+00) ciig mpoBoauTu
TOHKOTOJIKOBY acIipar(iiHy 010TCi0 IJIs IUTOJIOTTYHOTO JOCTIKEHHS.
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Jloxasu

JliTu Ta mijuniTky 3 nepBuHHUM Bl uepes nucropmonorenes (nepesaxHo ren TPO,
a takox myrtanii reniB SLC5AS5/NIS, SLC26A4/PDS, DUOX 1 TG) M0XyTh MaTu
MIABULIEHUN PU3HMK PO3BUTKY 300y Ta By3miB I3, sk 1 miaBUILIEHWA pPHU3UK iX
3nosikicHoCTl. OpHaK HUHI 3apeecTpoBaHO JUIIE KulbKa BUMaigkiB paky 113
(manusipHoro abo QoJiKyJISIpHOro) y MaIieHTIB 13 goBrorpuBanum BI'. YV nesxux
BUunajakax 300 yxe OyB 1 By3nmu I3 (i3o;boBaH1 a60 MHOXHMHH1) chOpMYyBaIHUCH,
HE3Ba)Kar0YM Ha OYEBUHO ajiekBaTHe JikyBaHHs LT4. B iHmMX Bunagkax iMOBIpHOIO
OPUYUHOIO OYJI0 MOTaHe JOTPUMAHHS PEXXUMY JIKYBaHHS 31 CTINKUM BUCOKHM PIBHEM
TTT y mnigmitkoBomy Bimi (179—-182). Takum 4yuHOM, MmiJl 4Yac JIKyBaHHs
nucropmorennoro BI' pisenb TTI nmoBuHeH OyTu cpsiMOBaHUN HAa HUKHIO YaCTUHY
HOPMAaJIBHOTO Jliama3oHy. He3Bakarouu Ha PIAKICHI BUMAAKWA PO3BUTKY paky I3 y
nanieHTiB 3 BI', Mu pexomenayemo npoBoautu nepionuune Y3 113, nanpuknan,
KOXHI1 2-3 pOKH, IITAM 1 NIITKaM 13 aucropmoHoreHHuM Bl 1 3000M (BkiItouarouu
myTaiii rena NIS), o0 BUSBUTH BY3JTUKH, SIKI MOKYTh BHUMAaraTtv TOHKOTOJKOBOi
NyHKIIiHA Olorcis Jyis BUKITFOYeHHs paky [113.

4.3. 3pocmannsn, cmamege 003pieanns ma hepmuibHicmo
Pe3zome
® AJEKBaTHO IPOJIIKOBaHI1 JITH 3 HECUHAPOMHUM BI' MaroTh HOpMaIbHUMN 3PICT 1
cTaTeBe J03PiBaHHs, a iX GepPTUIIBHICTh HE BIAPI3HAETHCS B OCI0, K1 HE MAIOTh
BT (1/+++).

Jlokazu

Jitu 3 HecunapoMHMM BI' | siki mpoiyiv afgekBaTHE JIKyBaHHS B PAaHHBOMY BIIII,
MaloTh HOpMaJbHUHM PICT 1 cTaTeBui po3BUTOK (183—187). 3picT y mopociiomy Billi
HOPMAaJIPHUH 1 TaKUH JKe, K Y 3JI0POBUX OpaTiB 1 cecTep HEe3aleKHO BiJl TSHKKOCTI BIT
Ha MOMEHT BCTaHOBJICHHS JiarHo3y, etiosorii BI' abo mouarkoBoi qo3u LT4 (47,183—
185); OinbIn TOrO, Yy OLIBIIOCTI AITEH JOPOCIUN 3pICT MEPEBHUIIYE ILTLOBUU 3PICT y
o6ox crareri (47,183,184). IlouaTtox crareBOro J03piBaHHS BiNOYBAa€ThCS B
HOPMAaJILHOMY BIIli 1 33JJ0BUIBHUMH TEMIIaMU y TIEPEBaKHOI OLTBIIOCTI XBOpuX Ha BI'
o0ox crareit (47,183,114). Te came cTOCYeThCS BIKYy MEHapXe Ta MEHCTPYalbHOTO
mukiy (114,183). ¥V nopocnux depTunbHicTh 3a3Buuaii HopmanbHa (188). I[Ipote
K1HKU 3 BI' MOXyTh MaTu MiIBUIIEHUIA PU3UK PO3BUTKY MATOJIOT1H BariTHOCTI. Kpim
TOT0, iXHI JITH MAaTUMYTh PU3HMK TOPYIIEHh MOTOPHOI KOOpJAWHAII (IUB. TaKOXK
Po3xin 3.5) (154, 156).

4.4. 300pos’a onopno-pyxoeozo anapamy, cepueso-cyOuUHHOI cucmemu ma 0OMiH
peuosun
Pe3zome
e AJIEKBAaTHO MPOJIKOBaHi JITH 3 HecHHAPOMHUM BI' Takok MaroTh HOpMajbHE
3JI0pOB’ S KICTOK, OOMIHY peYOBHH 1 ceprieBo-cyauHHO1 cuctemu (1/++0).
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Jloxasu

I'opmonu I3 BimirparoTh Ba)JIHMBY pPOJb Y POCTI CKeJIeTa Ta MIHEPATIBHOMY
roMmeocTasi KicTok. [Ipu HapoKeHH1 J03piBaHHs CKeJeTa 3aTPUMY€EThCS Y OUIBIIOCTI
nanieHTiB 13 BI' 13 TsokkuM rimotupeozoM (70); mpoTe NpOTAroM MEpUIMX MICSIIIB
KUTTS JiKyBaHH LT4 mBuako Hopmanizye pno3piBaHHS KICTOK (71). Ockuibku
ropmon# LI[3 maroTh 3HaYHUI BIUIMB Ha PEMOJIEIIOBAHHS KICTOK, HAAMIpHE JIKYBaHHS
LT4 moxe 30u1bIIMTH OOMIH KICTKOBOI TKaHMHM 3 BHUIIOK ii pe30pOIi€r0, HIX
dbopMyBaHHAM, 1 TPU3BECTHU JI0 MIPOTPECYIOU0i BTpaTH KiCTKOBOI TKaHUHM (189). Tum
HE MEHII, IOBIOCTPOKOBI JOCTIIKEHHS Y AiTel Ta Mosioaux jtoael 13 BI' mokazanu
HOpMaJIbHY MIHEpaJIbHY MIUIbHICTH KICTOK (190—193), 0 cBimuuTh NpoO TE, 1110 PaHHE
Ta ajekBaTHe JiKyBaHHs L T4 He mKoauTh 3J0pOB’10 KICTOK. BpaxoByroun Ba>KIMBICTh
JIOCTaTHBOI'O CIOKMBAHHS Kauibllito, namieHtd 3 BI', kpiM ajeKkBaTHOTO JiKyBaHHS
LT4, nosunni crioxkuBaTtu Big 800 mo 1200 Mr Kanbliio MIOJHS; SKIIO CIIOXKWBAHHS
KaJIBII110 3 TXEI0 HU3bKE, CJIiJI Mpu3HauuTH O610100aBku (1, 190).

VY nite#t 1 nopocnux 13 BI' ingekc macu Tijia Ta OyaoBa Tijla 3arajioM HOpMajbHi
(90,91,187) 1 amamoriuni 3aranbHiii nomyssiii. [IpoTe OUIbI paHHE BiTHOBJICHHS
OKUPiHHSA («BiICKOK 0kUPiHHA») 1(194-196) i mifBUILIEHHI PU3HK HAIMUIIKOBOI MacK
Tizla ab0 OXXMpiHHS Oynu 3apeecTpoBaHi y 37% Mononux mroaei 13 BI' (47,71,114).
Tomy ciij 320X04yBaTH 3MIHY CIIOCOOY KUTTSI, BKIIOYAIOUH JIIE€TY Ta (Di3UUHI BIPABH,
11100 YHUKHYTH MeTaboiuHux aHomamii (1).

Komenmap poobouoi epynu: 6 Ykpaini meouuna oonomoza Oimsim 3 ONCUDIHHAM
HAOAEMbCL GIONOBIOHO 00 HYUHHUX 2ANY3e8UX CMAHOApmie MeoOudHoi 0onomocu
«Ooicupinus y oimeiiy.

Ha nmomaTox 10 miABUINEHOTO PU3UKY BpPOKEHHUX Bajx cepus (86—88), y
HOBOHAPO/DKEHMX 13 HeJikoBaHUM BI' mMo’ke criocrepiraTucs 301IbIIEHHS TOBIIUHH
inTuMa-memia (TIM), piBHS xosiecTepuHy B cupoBaTili kpoBi (197) Ta mopyiieHHS
ceprieBoi pynkmii (198,199), mo ckacoByeThCsS paHHIM moyaTkoM JiiKyBaHHS LT4
(200).

Mononi moaun 3 BI' maroTh HOpMallbHUN apTepiaJbHUA THCK, METa00JIi3M
TJIFOKO3W Ta JimiaiB, a Takox kaporunny TIM (90 200). [Ipore moBTOpHI emizonu
HEaJICKBAaTHOTO JIIKYBaHHS MOXYTh 3arpoXyBaTH PO3BUTKOM JIETKHX CEpPIIEBO-
CyIMHHUX pO3Ja/aiB, 30KpeMa HHU3bKa IEPEHOCUMICTh (I3UYHUX HABAHTAXKEHb,
MOpyHIeHHs aiactoiiunoi ¢yHkmii, minBumenns TIM 1 nerka enmoTemianbHa
muchyskitig (201). Yu npu3BoAsTh 111 JIETKI aHOMAJi O MOTiPIICHHS SKOCT1 KUTTS
a00 TIABUIIEHOTO PHU3UKY CEPIEBO-CYJWHHUX 3aXBOPIOBaHb, HEOOXINMHO Hamami
3’sicOByBatd. Y OyIb-IKOMY BUTIIAAKY, JOTPUMAHHS PEKUMY JIIKYBaHHS Y IMIJTITKIB 1
Monoaux Jtojei 13 BI' € 000B’SI3KOBUM 1Sl ONTUMAIBHOTO CTaHy OOMIHY PEUYOBHH Ta
CEpUEBO-CYIMHHOI CUCTEMM.

! 3aranom IMT mBHIKO 3pOCTaE MPOTATOM TIEPIIOTO POKY JKUTTS, MOTIM 3MEHIITYETHCS 1 10CATAE HAWHIKYO! MO3HAYKH
npndan3HO y 6 pokiB. [licis mporo IMT 3HOBY 3pocTae mpOTATOM YChOTO TUTHHCTBA, 1 1€ APYTe MiABHIICHHS
Ha3UBAETHCS BIICKOKOM OXHPIHHS (TIpUMiTKa poO090i rpymn).
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4.5. Hageuannsa nauienmie i npogheciiina oceima, npuxuipbHicms 00 JNIKYGAHHA I
AKiCmMb Hcummsi, N06’A3aHa 3i 300pP08°AmM

Pesziome

e Meauuna ocBita moao BI' moBuHHa OyTW mOKpallleHa Ha BCIX pIBHIX,
pPEryJsipHO OHOBIIOOUUCH (1/+++).

e HeoOxinHe HaBuaHHS OaThKiB, 3rOJOM 1 MAI[I€EHTA, MOYMHAIOYU 3 MOMEHTY
BCTAQHOBJICHHS J[1arHO3Y, HaJlalll HE JIMIIIE MPOTIATOM AUTHHCTBA, ajie TAaKOX i
4ac nepexoay 3 neAiaTpuyHoi 40 MEIUYHOT TOTIOMOT'H JJOPOCTUM Ta Y KIHOK ITi]T
yac BaritHOCTI (1/+++).

® T[PUXWIBHICTG O JIIKYBAaHHS CJiJ MIATPUMYBATH TPOTITOM YChOTO KUTTS,
OCKLUTbKM BOHA MO BIUTUHYTHU Ha pe3yabratu Teparii (1/++0).

Joxazu

[{i1KOM 3p03yMiJI0, IO MEAUYHI MPalliBHUKY MOBUHHI MaTH 6a30B1 3HaHH: 1po BI'.
[Tocriline HaBuaHHs O0ATHKIB, MOYMHAIOYM 3 MOMEHTY JIIarHOCTUKH 1 HaJlalll, a TaKOXK
naiieHTiB 3 BI' mpotsarom nutuncTBa € 000B’si3koBuUM. [[oOpe posyminas BI' mae
BAXJIMBE 3HAYCHHS JIJII KOHTPOJIFO OAaThbKIBCHKOI TPHBOXKHOCTI Ta CHPHUSHHS
JOTPUMAHHIO JIIKYBaHHS MPOTATOM yChOT'0 JKUTTsA. HaBeIeH1 MpUKIIaIu € BaKIMBUMU
YMOBaMH JIJIs 3a0€3MIEUCHHS ONTUMAJIBHUX pe3ynnbTaTiB pu BI' y nutuHau. AjnekBaTHa
OCBITa MAIIEHTIB TAKOXX Ba)XJIWBA JUIS TMOKPAIICHHS CAMOOIIIHKUA Ta IOB’S3aHOi 3i
3n10poB’ M sKkocTi KUTTA (QoL), a Takoxk mia 3a0e3nedeHHs MPUXHIBHOCTI J0
JIKyBaHHs, 0COOJUBO i/l Yac MiAJITKOBOTO BIKYy Ta BariTHOCTI. CIpUNHHSATTS BIUIUBY
BI' Ha moBemiHKy 3MIHIOETBCS 3aJI€KHO BiJl BIKY Ta BIPIZHAETHCA MK IITbMU Ta
ixnimu 6atekamu (202). butemricts (71, 203, 204), ane ue Bci (202, 205) mocnimkeHb
MOKa3yI0Th, IO AITH Ta Mool jdoau 3 BI' MaroTe miABUINEHUN PUBUK 3HUKEHHS
SKOCTI KUTTA JoauHUu. Momoai mopocii 3 BIT He 3a3nHauaroTh mpoOiiemMu i3
CaMOCTIHHICTIO Ta CEKCyaJlbHHUM JKUTTSIM. [IpoTe, MOpIBHAHO 13 3arajibHOIO
MOMYJIAIIIEI0, BOHH MAalOTh HWKYHH PIBEHB SKOCTI KUTTS JIOJWHHA Yy KOTHITHBHIN Ta
comianbHIA cdepax (YHKIIOHYBAHHS, TOBCSAKJACHHINA ISTIBHOCTI, arpeCUBHOCTI Ta
camoorttinii (204), Bxe npucyTtHix B 1uTuHCTBI (203). KpiMm Toro, momoai iroau 3 BI'
MOBITOMJISIFOTH MPO CYITYTHI XpOHIUHI 3aXBOPIOBAHHS, MOPYIICHHS CIYXY, MPOOIeMHU
13 30pOM 1 HAJUIMIIIKOBY Bary 4acTillle, HK IXH1 OJJHOJITKH. MEHIIICTh 3 HUX J0CsTae
HaWBHIIOI COIIAIBHO-€KOHOMIYHOI KaTeropii Ta Mpaire MOBHUM poOOUYMA JIeHB, a
OUTBIIICTE TPONOBXKYE >KUTU 3 OarbkamMu. CTymiHb TsokkocTi BIT Ha MomeHT
BCTAHOBJICHHS J1iarHO3y, aJ€KBATHICTh TPUBAJIOrO JIIKYBaHHS Ta HASBHICTH IHIIMX
XPOHIYHUX MATOJOT1H, 3/Ja€ThCSI, € OCHOBHUMH BHU3HAYAIbHUMHU (haKTOPaAMHU OCBITHIX
JOCSITHEHb 1 0autiB OB’ 13aH01 31 370poB’siM QoL. [IpoTe, He3Baxkaro4yu Ha 111 HE3HAYHI
HEJIOJIIKH, OUTBIIICTD MAIIEHTIB JOOpEe IHTETpOBaHi B CycriibeTBO (71).

4.6. Ilepexio 00 meduurozo cynpogooy 00pociux
Pe3zome
e Komm mnamieHTiB MEpeBOJATh 3 TNEAIATPUYHOTO JO MEIWYHOTO CYIPOBOAY
JOPOCIINX, OCHOBHUMH IIUIIMH € O€3MepepBHICTh MEIUYHOI JOMOMOTH Ta,
BIIMOBIJTHO, ONTHUMAJIbHI KJIIHIYHI PE3YJIbTaTH Ta SKICTh KUTTA, a TaKOX
nokpauieHHs po3yMinas BI' ta cipusaas camokontposto (1/+++).
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Jloxasu

[lepion nepexoay Bia neniaTpUYHOL O MEIUYHOI JOTIOMOTH TOPOCIUM MOXKE OyTH
CKJIQJHUM, OCKUIbKY BIH MOB’SI3aHUM 13 MIABUIIEHUM PU3UKOM MOTaHOTO JOTPUMAaHHS
pEeXUMY JIIKYBaHHS Ta HEAJ€KBATHOI'O CIIOCTEPEKEHHSI, 110 MOXE MAaTH HACIIJIKH Y
BUTJISA/I1 30UIBIIEHHS 3aXBOPIOBAHOCTI Ta MOTaHUX OCBITHIX 1 COLIAJIBHUX PE3YIbTaTIB
(206,207). Cxnaz ciM’i Ta ydyacTb 0aThKiB - BaXJIMBI JJI 3aM00IraHHs Ta BUPIIIECHHS
uiei npodaemu. Jlo Toro *x, BpaxoBYIOUH MepeBary *iHOK Yy BciX 3axBoproBaHHsx 1113
Ta BUCHOBOK MpO Te, MO (CyOKIIHIYHUI) TIMOTUPEO3 MOKe OyTH MOB’s3aHUM 13
3HIKEHHSIM  (DepPTUIILHOCTI Ta MATOJOTISIMM BariTHOCTI Ta XBOpPOO HAaIIaJKiB,
NOKpAIllEHHS Ta MiATPUMKAa KOHTPOJIIO 3aXBOPIOBAHHA Yy MOJIOAUX JKIHOK €
Bupimansaumu (154,156).

5. TEHETHUKA BT, IF'EHETUYHE KOHCYJIbTYBAHHSA TA
AHTEHATAJIBHE BEJIEHHSA
5.1. Kputepii reHETHYHOTO KOHCYIbTYBaHHS
5.2. I'eneruka BI'
5.3. AHreHartanbHa aiarHocTvka, ouinka ¢ynkuii I3 nioxy ta mikyBaHHA
(dbeTanbHOrO TiMnOTUPEO3Y

5.1. Kpumepii cenemuunozo KOHCY1bmMyGaAHHA

Pe3zome

e [‘eHeTMUHE KOHCYJbTYBaHHS Ma€ OYTH IIJIECIIPSIMOBAHUM, a HE 3arajJbHUM (15
Bcix mnaiieHTiB 3 BI') 1 moBuHHE npoBoAUTHCS NOCBiIUeHUM daxiBiem (2/++0).

e KoHCynbTyBaHHS Ma€ BKJIFOYATH MOSICHEHHS CHaJAKOBOCTI Ta PU3UKY PELUIUBY
nepBUHHOI abo 1eHTpaibHoi dopmu BI' y marienta Ha ocHoBi migrumy BI,
CIMEMHOIr0 aHaMHe3y Ta, SIKIIO BiIoMO, (reHeTnuHoi) mpuuunu (1/++0).

e bartbku 3 AuTHHOIO a00 ciM’i, B AKUX € wieHu 3 BI', moBUHHI MaTH AOCTYII J0
iHdopMmarii mpo 1aBI ocHOBHI (opmu mnepBuHHOoro BIT — ausrenesiro
IIUTOIOII0HOT 3aJI03M 1 JUCTOPMOHOT€HE3 — 1, AKIO BOHM BKItO4YeHI B HC,
npo neHTpainbanii BI'(1/ +++).

Jlokazu

['eHeTHuHE KOHCYIHTYBaHHS HAMOJIETINBO PEKOMEHYEThCS MAI[IEHTaM 1 CiM’5IM 3
onHuM abo Kitbkoma xBopuMmu Ha BI'. TouHi kputepii Bxke Oynu BCTaHOBJIEHI IS
KoHceHcycHoi HactanoBu BI', omyOmikoBanoi B 2014 pori (1). Tabmuns 1 omucye
3aMpOTNIOHOBAH1 KPUTEPIi ISl TCHETUYHOTO KOHCYJIbTYBaHHS.

Taonuya 1. Ilokazanna 013 npoeedenHs 2eHemUuiYH020 KOHCYJIbMY6aAHHA
I. BaritHi X1HKH
CimeliHuii aHaMHe3 1100 HeCUuHApoMHOTro BI'™:
- Tucropmonorenes (panimie xBopa qutuHa) (1/+++)
- Jluzrenesist (mpuHailMH1 OAUH WieH cim'i) (2/++0)
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Cimeitnuii anamues cuaapomuoro Bl 3:

- HeBponoriuaumu  posnagamu, — BKIIOYAIOYM  PO3YMOBY  BIACTAJICTh
HEBHU3HAYEHOI €TI0JIOT11

- T'myxotoro

-  Bpomxenumu Bagamu ceplist, CHHIPOMOM Je(diuuTy cyphaKkTaHTy

- Bosyoro naimero

- Banamu po3BUTKY HUPOK

- bBynp-skumu o3Hakamu cnajakoBoi octeoguctpodii Onbpaiita (MyTamis
GNAS) (1/++0)

- Hescranosnennmu anomanisimu piBHiB T4, T3 a6o TTI y uneHiB cim’i (Jerki
dopmu BI') (2/++0)

II. Hemosist a6o autuna 3 BI' (2/++0)
JnTtuHa 3
- T'myxotoro
- Hesponoriunumu  posnagamu  (TIIOTOHIS,  XOPEOATeTO3,  PO3yMOBa
BIJICTAJIICTh)
- 3axBOproBaHHS JereHb (CHHAPOM AeinuTy cypdakTaHTy, IHTepCTUIIaTIbHA
XBOpOOa JIereHb)
- Bpomkenotro Baoro cepiist
- Bos4oro natiero
- Bapmamu po3BUTKY HUPOK
- Bynp-sskumu o3HaKamMu CIajikoBoi octeoaucTpodii onidpaiita (MyTallis gnas)
CimeitHuii anamHe3
- KpoBHoi criopimHeHOCTI
- Banu po3BuTKy HUpOK
- I'myxotu
- CrmeumdiuyHux BajJ PO3BUTKY (IIepepaxoBaHi BUIIIE)
- Po3ymoBOi BiicTaIOCTI HEBU3HAYEHOT €TI0JIOTIi, HE3BaKAIOUM Ha aJICKBAaTHE
nikyBaHHs BI' y uneniB cim’i
- Bynp-sxux o3nak crmankoBoi octeonuctpodii Ondpaiita (myraitis GNAS)

Hetanbuuii ¢enotunoBuit onuc ¢dopmu Bl mocnimkyBaHOro TMalli€eHTa €
BOXJIMBUAM 1 TIOBMHEH BKJIIOYATH HAsSBHICTh a00 BIJICYTHICTH AacOIIOBaHWX BaJl
po3BuTKy (cunapomuuii BI' Ha BimMiHy Bin i3omboBanoro BI'), mpoBeaeHHs
TeHETHYHOTO KOHCYJBTYBaHHS Ta, SIKIIO 1€ MOXJIMBO Ta HEOOXITHO, TEHETUYHE
TecTyBaHHs. [lamieHTH Ta YiIeHHM pPOAWHU TOBHUHHI OyTH MpoiH(POPMOBaHI MPO
CHAJKOBICTh Ta PHU3UK PEUHMINBY, a TaKOX HASBHICTh CYNYTHIX pO3JaAiB TMpHU
cuHIpoMHOMY BI'.

TouHe reHOTHUITYBaHHS/TeHETHYHE TECTYBaHHS NAIieHTIB 13 Bl muisixom ananmizy
MyTalliii TeHiB-KaHAWJIATiB Moe (1) TOSICHUTH €TIONIOTiI0 3axBoproBaHHS; (ii)
nporHo3yBaTtu pusuk BI' Ta ekctpaTtupeoinnux nedexTiB y WwieHiB ¢iM’1 (BUKOHYETHCS
y BCIX BHMamkax cuHApoMHOro mnepBuHHOro BI' Ta mentpamsHoro BI); (iii)
imerTudikyBatn HociiB MyTtamiii reHa NKX2-1, ski MawoTh pU3HK PO3BHUTKY
HeOe3NMeYHUX [JIsl KUTTA pecripatopHux 3axBoptoBaHb (208); (1v) yMOXIMBUTH
«repcoHidikoBane» JikyBaHHa LT4 mis 3amoOiraHHs pO3BUTKY 300y, SIKUH MOXKeE
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BUHUKHYTH Tipu BI" uepe3 myranii reniB TPO abo TG, skmo konnentpauis TTI™ ne
MIITPUMYETHCS B HIDKHIN 4acTUHI pedepeHTHOro 1HTepBaly; Ta (V) i1eHTu(dIKyBaTH
MaIIEHTIB 13 MOMIpHOIO pe3ucTeHTHICTI0 A0 TTT, y sikux tpuBane mikyBanus JIT4
Moxe 0yTu HeepeKTuBHUM (50).

5.2. I'enemuka BI’

Pe3ziome

e MeTO0 TEHETUYHOTO TECTyBaHHA Mae OyTH TMOKpAIEHHS J1arHOCTUKH,
JiKyBaHHs a00 miporuosy (1/++0).

e [Ilepen mpoBeaeHHSM T€HETUYHOTO JOCTIAXKEHHS CJI1I 0OTOBOPUTH 3 OaThbKaMU
a00 POJMHAMH MOMJIMBOCTI Ta OOMEXKEHHsI JAHOTO J[1IarHOCTUYHOTO METOY
(1/++0).

e ['eHeTHuYHE TECTYBaHHS CJiJ MPOBOJAUTH 3a JIOMIOMOTOI0 HOBUX METO/IIB, TAKHX
SK TopiBHsUIbHA TeHoMmHa Tiopuamsanis (CGH), cekBeHyBaHHS HACTYITHOTO
nokoniHHa (NGS) naneneii reniB (miuiboBe NGS) a00 cekBeHYBaHHSI I[LJIOTO
ex3zoma (WES) (1/ ++0).

e baxano, o0 TeHETHYHE TECTyBaHHS ab0 JOCIKEHHS TepeayBaiu
petenbHOMY QeHoTunoBomy onucy Bl marienTa, Bkiirouno 3 mopgosnoriero 1113
(2/++0).

e He Ttutbku nucropmonorene3 III3, ame U cimeitHa mosiBa au3reHesii Ta
IIEHTPAJIBLHOTO TIMOTUPEO3y TOBUHHI OYTH TIACTABOIK [JIsi TIPOBEICHHS
HOJIAJTBIIIOTO TeHETUYHOTO TecTyBaHHs (1/++0).

e bynp-sKy CHHIpPOMHY acoIliaiifo CIiJi BHUBYATH TEHETUYHO HE JIUIIE JIs
MOKpAIleHHS TeHETUYHOTO KOHCYJIBTYBAHHS, ajie i JJIsl BUABJICHHS HOBUX I'€HIB-
KaHJIWJATIB, 110 MOSCHIOIOTH 1110 acoriarito (1/++0).

e HeoOxigHi momanpini TOCTIIKEHHS ISl KPAlloro BU3HAYEHHS MAalli€HTIB abo
rpyl TAlI€HTIB, SKI OTPUMAIOTh HANOUIBIY KOPUCTh Bil IMX HOBHUX
TIarHOCTUYHUX MOXKIHUBOCTEH (2/++0).

Jlokazu

llepsunnuu BI'.

TJI BHaci110K HEMpaBUIBLHOTO po3BUTKY 1113 - HaliyacTia NpUYUHOO MOCTIHHOTO
nepsuHHOro BI', mo nosicutoe ~65% Bunankis (12 209). Ha Bigminy Big T/ 13 Takumu
CTaHaMH, sIK atupeo3 abo exromis 1113, iHun 35% Halikpamie onmcyroThes sk 113 in
situ, 3 saxkumx <50% moOB’s3aHO 31 CcHAaAKOBUMH jAcdekramu cuHTesy 1T
(mucropmonorene3). T/] BBaxkaeTbCs CHOPAaJIMYHUM 3aXBOprOBaHHSAM. OJHaK He
MO’KHA ITHOPYBATU CIMEHMHUN KOMIIOHEHT, SIKUM CBIIYMUTH MPO FEHETUYHY CXUIBHICTh
1 iMOBIpHMI ckiaguuii Tun ycnagakyBanHs (210, 211). Jlume B 5% Bunankis TJ]
reHEeTUYHa MpUYMHa 1IeHTU(IKyeThcs 3 MmyTalisiMu B TSHR (212) abo B renax, mio
KOAYIOTh TPAaHCKPHITIiHI (pakTopH, 3amydeHi 10 po3putky L3 (TTFL/NKX2.1, PAXS,
FOXEL, NKX2-5 i GLIS3) (213,214). IlpoTsiroMm oCTaHHIX POKIB HOBI Ta HIBUIII]
TEHETUYHI Ta MOJIEKYJISIPHI TE€CTH, a TaKOX HASBHICTh BEIMKUX (PEHOTHUIIOBAHUX
KOrOpT TAlll€EHTIB MPU3BEJIHW JO BIIAKPUTTS HOBUX Te€HETHUYHUX mnpuuuH BI.
I'erepo3urorni myranii B reHi JAGI, BIAMOBiZaJIbHOMY 3a CHHIAPOM AJIaKHIIS Ta
Koayrouomy Ounok Jagged y curHanpHOMY uisixy Notch, Oyiid BHSIBJICHI Y MaIli€HTIB
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13 TJI (mepeBaxkHo 3 oproromniunoro rinomiasiero 113) (77,215). 3a WES y cimeitnux
Bunaakax T/, Carré et al. BusiBuin, o 6opeanin (koayetrbcst BOREALIN), ocHoBHU
kommoHeHT CPC (Chromosomal Passenger Complex), Takox Oepe y4acts y mirparii
Ta ajare3ii TUPOIUTIB, 110 NosicHioe Bunaaku exromii I3 (216). Myranii abo aenerii
B redi NTN1 Oynu BusiBneni y mauieHtiB 13 T/l. Herpun € uwactuHolo cimeiicTBa
CHOPITHEHUX JIAMIHIHY OUIKIB, AKi OEpyTh y4acThb y Mirpauii KJIiTHH 1, MOXJIHBO, Y
po3BUTKY (papunreanbHux cyau (217). Hapewri, mytamii B reni TUBB1 (Ty0OymiH,
oera-1 knac VI) HemomaBHO Oyniu BHSIBJIEHI y Malli€HTIB 13 TphoX cimed 13 T/]
(mepeBaxKHO €KTOMIs1) Ta aHOMaJILHOIO (h1310JI0T1€F0 TPOMOOIIUTIB (0a3aabHa aKTUBALIS
Ta MiJBUIIeHa arperaiis TpoMmOouutiB) (218). DyHKIIOHATBHI JOCTIIKEHHS Ha
HOKayTHMX MuIIax miareepauian poiab [TUBB1 'y possutky, ¢ynkmii Ta
3axBoproBaHHsx LI13.

[Io cToCcyeThCS MPUUMHM JIETKOT'O HEAYTOIMYHHOT'O CYOKITIHIYHOTO T1IOTUPEO3Y Y
HOBOHAPOJIP)KEHUX 1 HEMOBJIIAT 13 cuHApoMoM JlayHa, gocnimkenns Ha mumax Dyrk1 A
(+/++) nokazano anomanbHu po3BUTOK 1 GpyHKui0 L3 (42). SAxum yuHOM HaaMIpHA
eKCIIpecis I[bOro reHa BUkinkae anomanii 113 e nanexxuts 3’ sicyBaTu. [HIIOI0 OUTBII
gacToro ¢opmoro cunapomuoro BI' € curaapom BLT BHaciIOK ramioHeI0CTaTHOCT1
NKX2-1. [lupokuii reHeTHYHUI aHaji3 BEJIUKOI IPYNU YpaKeHUX NAIliEHTIB BUSBUB
HOB1 BapiaHTH, LI0 PO3WHUPIOTH (eHotun cuuapomy BLT (219). Tabmuus 2
miJICYMOBY€E TeHH, 1oB's3aHi 3 T/I.

Taonuya 2. I'enu, nos'azani 3 ouszzenesicro I3 ab6o cunopomuum nepeuHHUM
8D00IHCCHUM 2INOMUPEOIOM

I'en (OMIM) Ponw Ginka Tunosuii Tun ycnaoxy- Acoyitiosani anomanii
mupeoioHutl  |8auHs
¢enomun
NKX2-1 (600635) Bapiatusuuii | A/l Pecmiparopumii  auctpec,
X0peoareros, MIHJIUBA
CKCIIPECHBHICTh
FOXE1 (602617) | AD ATHpeos, AP Posmierienns migHeOiHHS,
BHpa)KeHa aTpe3is X0aH 1 KOJIIOYE
rinornasis BOJIOCCS
PAX8 (167415) SAD BapiatuBuunii | AJ] Jedexktn  CCUOBUAUIBHOI

cucteMu (TAKOBOTIOMIOHA
HUPKa, areHesis HHUPOK,
agHoMaiii  ce4yoBOAIB 1
SIEY0K), 3MIHHA EKCIIpeCis

NKX2-5 (600584) | s1d I3 in situ, [ He3po3ymin | BpomkeHi Baau pO3BHTKY
BapiaTUBHUI | O cepist
rinoTupeo3
GLIS3 (610192) | sd BapiatuBuuii | AP HeonaranbHwuii niader,
MOJIIKICTO3 HUPOK i

XoJiecras
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JAG1 (601920) 3ybOuactmii 6u10k | BapiatuBa | A/l Bpomxkeni Bagy po3BHTKY
1: mirann OpTOTOIIYHA ceplis, 3MiHHA EKCTIPeCis
peneniropa Notch | rimorurasis
TBX1 (602054) Ad 113 in situ ALl Cungpom i xopmxki 3
BPOKCHUMHU BaJIaMU
cepis, 3MiHHA EKCTIPeCis
NTN1 (601614) CexperoBanuii | Extomis II[3 | meBimomo ApTporpurios
OLIOK,
MOB'sI3aHUN 3
JaMIHIHOM
CDCAS8 (609977) | binok 8, | Exromiss  Tta | BapiatuBuu | Ciopaau4Hi BUMAIKH HE
MoB'I3aHUN 13 | acumerpis i (A, AP) | onucani
nukioMm noauty | I3,
KJIITUHH, a0o | remiarenes
Bbopeanin:
komnoHeHt CPC
TUBBL1 (612901) | Ynen cimeiicta | [usrenes 1113 | AJ] YTBOpEHHS
OUIKIB B- MaKpOTPOMOOIIUTIB 1
TYyOyniHy rinmeparperaris
TPOMOOLMTIB

ayTocOMHO-periecuBHuid; SID - snepumit dakrop;, CPC -
OMIM - Online Mendelian Inheritance in Men

AJl -ayrocomHO-mOMiHAaHTHUN; AP -
Chromosomal Passenger Complex;
(https://www.nchi.nlm.nih.gov/omim/).

Ha Bigminy Big TJI THpeoimHMl IHCTOPMOHOTEHE3 YCHAIKOBYETHCS 32
ayTOCOMHO-PEIECUBHUM THIIOM 1, 32 BHHSATKOM cuHApoMmy Ilenapena, y OuIbIIocTi
BUIAJIKIB BUKIWKae 130iapoBanuii BI'. ¥V cunre3i TI' 6epyrh ydyacts renn SLCS5AS
(NIS), SLC26A44 (PDS), TPO, TG, DUOX2, DUOXA2 i IYD (DEHALI). 11i cim reHiB
KOAYIOTb OUIKM IS PI3HUX eTalliB I[bOro Tpolecy. BukopucTtaHHs CydacHHX
TCHETUYHUX METOJIB, TAKUX SK MAacCHBH OJHOHYKJICOTHIHHUX ToiiMopdizmiB 1 NGS
(WES/moBHE TeHOMHE CEKBEpyaHHs), JO3BOJIMIO HOBE YSBICHHS MPO reHeTuky BI.
[To-mepme, NGS inentudikyBana HOBI reHu Ta/abo po3mupuia TependadyBaHUMA
denotumn 113, 0 € pe3ynbraTtoM MyTaIliii y reHax, BiAMOBinanbHux 3a cuHTe3 11, 1mo
MPU3BOJATL JUCTOpMOHOTeHe3y. Hampukman, npoamenbHi Mytamii B SLC26A7
BukiukaioTe Bl 13 3000m (220,221). SLC26A7 € uymeHom Tiei X ciMelcTBa
nepeHocHukiB, mo # SLC26A4 (meHapuH), aHIOHOOOMIHHHMK 31 CIOPITHEHICTIO 0
Honumy Ta xnopuny (cepen iHmoro). OgHak, Ha Bigminy Bifg neHapuny, SLC26A7 ne
OTIOCEPEIKOBY€E KIITHHHHUMA BIATIK HOAWMIY, 1 MAIIEHTH MarOTh HOPMAIBHUN CIyX
(220,221). Mytamii B SLC26A4/PDS (222), TPO (222a) i DUOX2 (223) Oymu
HECITO/IIBaHO BUsIBIIEHI y mamieHTiB 13 BI' 6e3 300y 1 rimommazieto 113, mo 3meHmmio
po3puB Mk TJ[ 1 mucropmonorene3om. HemomaBHO TakoX ITOBIIOMIISIIOCS TIPO
mytanii DUOX2 y mnamientiB 3 exromiero II[3; omHak HE0oOXimHI IMOJAJIBIII
JOCJIIJIPKEHHSI, 11100 MIATBEPAUTH Ta MOSCHUTH 1€ BaxiauBe BLAKpUTTA (224). Kpim
TOTO, OYJI0 3apeecTpoBaHo mepmux mnaiieHTiB 3 BI' 3 myramismu DUOX1 1 DUOX2,
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110 CBIIYUTH Ipo Te, 1o BI' Moxe maTu nureHHy ertiosorito (225). Myramii DUOX2
TaKoX OyJIM BUSBIICH] y MAaLI€HTIB 3 PAaHHIM MOYAaTKOM 3alajbHOIO 3aXBOPIOBAHHS
KHUILEYHHUKA, 1110 CBIIYUTH Npo eKcTpatupeoinny poib DUOX2 (226,227). V tabnuii
3 HaBeAeHO TEHM, 3aJyyeHl [0 THUPEOiNHOro aucropmoHoreresy. Kpim Toro,
HemoAaBH1 qociikeHHss NGS y koroprax naifieHTiB 13 BI', o0cTexxennx Ha MyTarlii B
HaOopax rexiB BI', mokasanu, 1110 3Ha4Ha YacTKa UX MAI[I€EHTIB Ma€ YUCJICHH1 Bapiamii
OUTBII HDK OJHOTO THUpeoin-crnenudiunoro reHa (89,228,229). Bpaxae te, mo i
Bapiallii OyJau BUSBIIECHI B I€HaX, 110 KOAYIOTH K (hakTopu Tpanckpumiii 1113, Tak i
Ou1KH, 110 6epyTh yuacTh y cunTe3l TT', Hezanexxno Big penotuny 3. Takum gnHOM,
1l Bapiailii B OUIbLI HIK OJIHOMY T'eHl (OJIIFOT€HHICTh) CJIIJT pO3TJIsAATH SIK BIPOT1IHY
rinote3y reHeruuyHoi ertiosorii BI' (89). Lli HOBI jaHi TakoX MOXYTh HaJaTH
NOSICHEHHSI CLIOpaJuYHOMY BUsiBIIeHHIO BI' 1 criocTepexyBaHUM CKJIQJHUM MOJENSIM
ycnaakyBaHHs. Y TakoMmy KoHTekcTi JAG1 Moxe niatu sk moaudikaTtop reHa B
O6ararodakropHiil apxitektrypi BI' (215).

Taonuya 3. I'enu, acouinioeani 3 mupeoionum OUc2opmOoHO2eHe30M

I'en (OMIM) Ponb Ginka Tunosuti mupeoionuti | Tun Acoyitiosani
¢enomun VCNAOKYB8AHHSL anomanii
TSHR (603372) | G-6inkoBuii IToBHa abo uactkoBa | AJl, AP
peuenTtop PE3UCTEHTHICTh 10
TTI: a)  SIBHUH
atupeos 0) 1113 in situ
B) TSDKKUH a00 JIETKUI
TIMOTHPEO3
GNAS (139320) | Anbda- YacTkoBa MarepuHChKe [IceBmorinomap
cyOo TuHUTIS PE3UCTEHTHICTh  JI0 | yCIIAAKyBaHHS, | aTUPEO3
ctumynoBaineH | TTI, JeTKui | 0aTbKIBCHKHI (PE3UCTEHTHICTh
oro ryaHiH- | TITOTHPEO3 IMIIPUHTHHT 110 KUTBKOX
HYKJICOTH/I3B'SI3 TeHHOTO JIOKYCY | rOpMOHIB
YBaJILHOTO
oinka (G Oinka)
SLC5A5 (601843)| Cummoprep BigcyrHe abo uusbke | AP
HoauIy HATPIIO | MOTJIMHAHHS nony
npu cuuHTIrpadii,
MIHJIUBHH TIIOTHPEO3
1300
SLC26A4/PDS [lenpun: Hedext  yactkoBoi | AP Cunypom
(605646) aHIOHHUI opranigikamii #omy, [Mennpena:
TpaHCIIOPTEP TiMmoTUPeo3 Bif CEHCOHEBpaJbHa
JIETKOTO hi (o) MPUTTYXYyBaTiCTh
MOMIPHOTO, 300, 3 PO3IIUPEHHIM
BHUCOKUI Tg y BOJIONIPOBOAY
CHpOBATIIl KPOBI HPUCIHKY,
CXUJIBHICTH JI0
aJIKano3y
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DUOX1/DUOX2 | IMoasiiini YacTroBui aoo [ AJl, AP
(606758/606759) | oxcumasu: OBHHUI nedexr
cucrema opranigikamii #oxy,
YTBOPEHHS 300, TpaH3UTOPHHHI
MEPOKCUTY abo MOCTIHHUI
riMOTUPEO3  PI3HOTO
CTYNEHS  TSIKKOCTI,
BHCOKHUI Tg y
CHpOBATIII KPOBI
DUOXA2 [MoagiitawMiA YacTroBuii abo | AP
(612772) 010K, MOBHUI nedexT
acorriioBanuid 3 | opranidikamii #onuy,
OKCH/1a3010: 300, TpaH3UTOPHUMI
HIarnepoH abo MOCTIMHUI
€HJI0TUIa3MaTHd | TIMOTHPEO3  PI3HOTO
HOTO CTYNEHS  TSXKKOCTI,
PETUKYIIYMY BHCOKHUI Tg y
CUpPOBATIIl KPOBI
TPO (606765) Tupeoinna [ToBHwMi nedekr | AP
MepoKCcuaa3a: opranidikamii #Hoxuy,
noauaHa TSOKKUH  TIIOTHUPEO3,
opraidikamis | 300, Bucokuit Tg y
Ta THUPOHIHOBE | CHPOBATIII KPOBI
CIOJTyYEHHS
TG (188450) Tg: Bucoke mnornuHanus | AP
TJIIKONIPOTEiH- nony, 3MIHHUM
MOTIePEAHUK TIMOTHPEO3,
TUPEOTTHUX BPOJKCHUM abo
TOPMOHIB HIBUAKO 3POCTAIOUUi
300, HuW3bKkMH Tr y
CHUPOBATII KPOBI
IYD/DEHAL Jeranorenasa 30epexeHe AP abo Al 3
(612025) 3abe3neuye MOTJIMHAHHSA HOAUIY, | HETIOBHOIO
HAKOTTUYEHHS HEraTUBHUN TECT Ha | MEHETPAHTHICTIO
Honuny B | BuAineHHs
IIUTONIOIOHIN | IepxJopary, 300,
3a03i MIHJIMBUI
TiNOTHPEO3,  BHCOKI
cupoBatkoBi Tg i
KOHIICHTpAIIii
MIT/DIT y cuposariii
Ta ceui
SLC26A7 AHIOHHHMIA 300, MiHnuBHH | AP
(608479) TpaHCIIOpTEP rinoTupeos,
30epexeHe
3aXOTIEHHsT HOIUYy,
YacTKOBHH  AedexT

BUIUIEHHS
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[IEpPXJI0pATy, BUCOKHUI
cupoBaTkoBul Tg

Al -

ayTOCOMHO-/IOMIHAaHTHUI;

AP -

MOHOWOATUPO3UH/ IUAOATUPO3UH; T - TUPEOTIIOOYITIH.

[lenmpanvnuu BI'.

ayTOCOMHO-PELIECUBHU;

MIT/DIT -

3aasiku NGS 3pocia KUIbKICTh KMOBIPHUX T€HETUYHUX IPUYMH 130JIbOBAHOTO
nentpaipHoro BI' ta nentpansHoro BI' mpu MPHD (ta6n. 4). [3osnboBanuii
uentpanbauil BI' BHacninok neoanensuux myTanii rena TSHf acouitoeTbes 3 TSRKKAM
rinOTUPEO30M 1 XapaKTepU3y€eThCsl TUMIOBUMHU TposBamMu BI' (TimoTOHIs, KOBTSHULIA,
NyNKOBa IpHUKa, Makporyiocis touo). Ilpu BIACYTHOCTI JIKyBaHHS y IIUX MAI[lEHTIB
PO3BUBAETHCS KPETUHI3M, IKMI MOKHA MOPIBHSTH 3 MALIIEHTAMH 3 TSHKKUM ITEPBUHHUM
BI' (230-232). Tomy nenTpansuuii BI' cii] BUKITIOUUTH y BC1X HEMOBIIAT 3 O3HAKaMU
ab6o cumnromamu BI' 1 HU3BKOIO, HOpMaJIBHOIO a00 JMIlIE HE3HAYHO MIBULIEHOIO
koHueHTparieto TTT.

Taonuya 4. I'enu, acouiitiosani 3 YEeHMPATbHUM 6POOHCEHUM ZINOMUPEO3OM I
noe’a3zanumu henomunamu

TI'en (OMIM) | @yuxyis Tunosuti  mupeoionuii | Tun Acoyitiosani anomanii
Oinka ¢enomun VCNAoKy-
8aHH5
[301p0BanMi neHTpanbauil BI'
TSHp Cy6omunan | Heonaranpauii mouatok | AP Bucokuii aGSU 1 HOpManbHMIA
(188540) 1 3 Hus3pkuM TTT piBenb [1PJI y cupoBaTiii KpoBi,
TOPMOHY rinmepruiasis rinogiza 000poTHa
npu npuitomi LT4
TRHR GPCR Hopmanbauit piBenb | AP YosoBivi HYJIBbOBI TMaIlIEHTH 13
(188545) TTI' 1 HU3BKUI pIBEHb 3aTPUMKOFO pocTty Ta
[TPJI y cupoBariti KpoBi, HAJUIMIIKOBOK0 Macolo Tila B
MPUTYIUICH] peaxkitii JIUTHHCTBI; oJlHA JKIHKA
TTI/TIPJI na TPT npobaHI 3 TPUBAJIOIO
HEOHATAIILHOIO KOBTSHUIICKO
TBL1X SAd Jlerkuii  1301poBaHuM | X- Posnamu cnyxy
(300196) nentpanbuuii BTy | 3ueruien
YOJIOBIKIB 3 | uit
HOPMAJIbHUM  pIBHEM
TTI' y cupoBarmi KpoBi
Ta HOPMaJIbHOIO
BIAMIOBIIIO HA  TECT
ctumyssinii TPT
IRS4 AD Jlerkuit  13ompoBaHui | X-
(300904) neHtpaneHuit BIT  y | 3uennen
YOJIOBIKIB 3 | nit
HOpPMaJdbHUM  pIBHEM
TTT y cupoBarii KpoBi,
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NPUTYIUICHA BiINOBIIb
TTI uwa TPT

IGSF1
(300137)

Binox
IJ1a3MaTuy
HO1
MeMOpaHu
3
HEBIZOMO
10

GbyHKIIi€I0

Hopmanpnuit piBeHb
TTI y cupoBarii KpoBi
Ta 3HIWKEHA BIIIOBIIb
Ha Tect TPI'; xBOpitoTh
MEePEBAXKHO YOJIOBIKU

X-
34eInieH
7071

Husbki piBHI [1PJI,
BapiatuBHUN  gediuur TP,
MOXKJIUBUI TPaH3UTOPHUI
JIETKUH TIMOKOPTHUIIM3M 1
METa0OIUYHUI CHHIPOM; Ii3HE
aJipeHapxe Ta  YIOBUIbHCHE
MIZIBUILIEHHS TECTOCTEPOHY ¥y
YOJIOBIKIB, BIJIOKpEMJICHE BIJ
POCTY SI€UYOK, IO 3aKIHUYETHCS
MOCTITYOepTaTHUM
MaKpopxisMOM

PROP1
(601538)

A0

Pi3Hwmii Bik moyaTky

AP

Hedimur T'P, TIPJI, JIT/OCT i
BincTpoueni aedexktu AKTT,
Majauii abo BeIHKUH 00’eM
rinogiza

POU1F1
(173110)

AP

Pi3Hmii Bik mouaTky

AP, AJT

Hedinur I'P 1 TIPJI, Bucokwmii
7100, TimoOmasii  CepemaHbOI
YaCTUHH OOJIMYYs, BIAABICHUN
HIC

HESX1
(601802)

AD

ueHtpanbaui BI'

AP, AJ]

[Nnomiryitapusm, mOB'sI3aHUMA
13 CEMTOONTUYHOIO IUCILIA3ICI0

SOX3
(313430)

AD

ueHtpanbauil BI'

X-
3YeIieH
15051

Nmomnazist  mepemuboi  mouti
rimodiza 3 EKTOIMEW 3aTHbOT
YaCTKH rimodisa,
NEPCUCTYIOUUM KpaHio-
dapuHTCUTBHUM  KaHAJIOM 1
TPYAHOIIAMY 3 HABYAHHSIM

OoTX2
(600037)

AD

neHtpanbaui BI'

INmomumazist  mepemuboi  mouii
rimodiza 3  EKTONIYHUMHU
nedexkramu 3aIHbOI  JI0JII
rimogizda Ta  oka  (aHo-
/mikpoodTanbMist/ aucTpodis
CITKIBKH)

LHX3
(600577)

A0

neHTpaipHui BI'

AP

INmomiryitapusm 3
BapiaTUBHUM neheKToM
AKTT, rinodizom Big manioro
bi (0] BEJIKOTO po3Mipy,
KOPOTKHUM 1 PUTITHUM IITUIHUM
BIIIOM XpeOTa Ta pI3HUMHU
nedexkraMu ciyxy

LHX4
(602146)

A0

LeHTpainbHui BI'

AP, AJ]

BapiatuBHuii rinomityitapusm,
rinmoriazis  MepeaHboi oIl
rinodiza 3 EeKTOmi€r 3aaHBOT
noimi  rinogisa, CHUH/IPOM
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Apnonpaa-Kiapi,  rimomasis

MO30JIUCTOTO TLIa

LEPR LIUTOKIHOB | LeHTpanbHuii BI' AP [nepdaris,  oxupiHHs B

(601007) ui MO€JHAHHI 3  [EHTPaJIbHUM
peuenTop rMOTrOHAM3MOM

SOX2 AD neHTpaibHuil BI' Al BapiatuBHuii rinoniryitapusm,

(184429) rirmoruiasis rinodiza,

MiKpo(dTanbMis, pi3HOMaHITHI
TPYIHOII 3 HABUYAHHSIM

I'enernuni nedextu, pi3HUM YMHOM MOB'A3aH1 3 eHTpaibHUM BT’

PROKR2
(607123)

GPCR

PiznomanitHi
TTT

nedexTu

AP, AJl

BapiatuBHuii rinoniryitapusm,
MOB'SI3aHUH 13 CENTOONTUYHOIO
JUcIuiaziero  abo  CHHIPOMOM
NepepuBaHHs HUKKH rinogiza

NFKB2
(164012)

AP

PiznomanitHi
TTT

nedexTu

Hedinur  mepemuboi  mouii
rinodiza 3 PI3HOIO
BUPAXEHICTIO IMYHOAE]IIHUTY,
nmoB’si3aHuM 3 nedinurom
AKTT 1 3miaEUME AederTaMu
I'p

CHD7
(608892)

ATO-
3aJIeKHa
reiikasa

PismoManiTHI
TTC

nedeKTr

CHARGE 3
EKTOIIICI0 3aIHBO1 101

rimodiza Ta  BapiaTUBHUMH
nepexramu JII'/OCIT i TP

Cunapom

FGFR1
(136350)

Penenirop
TUPO3UHKI
Ha3u

PismomaniTHi
TTC

nedeKTH

CK 1 wuBIT, BapiatuBuuii
3B'I30K 3 JedexTamMu IHIIHX
TOPMOHIB rinogiza,
BKJIIOYAIOYH TTT,
CENTOONTHYHY JHCIUIA3iI0 Ta
CKTOMIF0  3aJHBOI  YaCTKH
rinodiza

FGF8
(600483)

oP

PisHomanirHi
TTC

nedeKTH

AP

CK 1 wuBIT, BapiaruBHuHii
3B'I30K 3 JedexTamMu IHIIHUX
TOPMOHIB rinogisa,
BKJIIOYAIOYH TTT,
roJIonpo3eHIIeais Ta
areHe3is MO30JIMCTOTO TiIa

FOXA2
(600288)

A0

nedextu TTT

['momityirapusm 3 aHOMaNIIMU
YepernHo-JIMIeBUX OpraHiB 1
OprafiB, IO TMOXOJATh 3
€HJI00EPMH, 1 TIEePIHCYITIHI3M

oGSU -

anb(da-TIKonpoTeiHOBa CyOOAMHUIL,

ALl

- ayTOCOMHO-JOMIHAHTHUH;

AKTT -

aJIpeHOKOPTUKOTPONTHUI ropmoH; AP - ayrocomHo-peuecuBHuii; AT® - aneHosuntpudocdar;
CHARGE - kono6oma, aHomamist cepls, aTpesis XO0aH, 3aTpUMKa PO3BUTKY, aHOMaii CTaTeBUX
oprauiB i Byxa; I'P - ropmon pocty; GPCR - G-6inkoBuii peuentop; JII™ - moTreini3yBaabHUI TOPMOH;
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LT4, nesotupokcu; HBI'T - HOPMOCMOTHYHUI BPOPKEHHH TiOTOHAJOTPOIHUH TiOTOHAINU3M;
ITPJI - mponaktuH; CK - cungapom Kanmana; TPI' - tupeoTtpomin-puiisuar-ropmon, TRHR —
peuentop THpeoTpomiH-puni3uHT-ropmony (P-TPI'); ®P - dakrop pocty; oCI' -
donikynocTumyaroBaIbHUN TOpMOH; D - anepHuii hakTop.

Hapa3i mnopymenns aii  TupeoTpomniH-punizuar-ropmony (TPI)  wyepes
nBoasenbHl MmyTailii B reHl TRHR omucano numie B kutbkox poauHax (45). Xoua npo
TpUBaly HEOHATaJbHY JKOBTSHHUIIO TMOBIIOMIISUIOCS IIMINE B ONHIET JKIHKH, OJIHAK
HaBITh TMOBHAa pE3UCTEHTHICTh A0 TPI' He BUKIMKae Ba)XKOrO HEOHATAJIBHOIO
rinotupeosy. JlilarHo3 y TpboX 13 4YOTUPHOX MPOOAHAIB 13 ABOAIETBHUMU MYTalIIMU
TRHR OyB nocraBiieHuii y JUTUHCTBI Yepe3 3aTPUMKY POCTY, III0 CYIPOBOKYBa1acs
MJISIBICTIO Ta BTOMOIO a00 HAJUIMILIKOBOIO Baroro. [IpoTe moBHAa pe3UCTEHTHICTH 0
TPI', BcTaHOBJIEHA 3a JOMOMOIOK T'€HETHUYHOI'O TECTYyBaHHS, Oyja J1arHOCTOBaHA Y
BariTHOi >kiHku (233). Mytanii rena 1 cyneppoaunu imyHornoOyniHiB (IGSF1) €
MOJIEKYJIIPHOIO TPUYMHOIO HELIOJIaBHO OMNKMCAHOIO0 CHUHAPOMY, 34YerieHOro 3 X-
XpOMOCOMOI0, BKJIIOUatouu LeHTpaibuuil Bl Bix nerkoro no nomiphHoro. Ipu mpomy
cuHapomi T1eHTpanbhuii Bl moB’si3aHul 3 aHOMaJIbHUM POCTOM SIEYOK, IO
OPU3BOAMUTH JI0 JOPOCIOro Makpoopxiaizmy (+2,0 3a cTaHIapTHUM BIIXWICHHSM),
TEHJICHIIIEI0 [0 3aTPUMKHU CTAaTEBOTO JO3piBaHHS, HU3BKUM PiBHEM IMPOJAKTHUHY Ta,
pinko, obopotHuUM nedinurom ropmony pocty (I'P) (234,235). Jlesiki KiHKH-HOCIT
TaK0 MOXKYTh MaTu HeHTpaibauii BI'. OctranHi nani Bka3yooTh Ha Te, 1m0 red |GSF1
HalyacTinie 6epe yuyacTh y po3BUTKY IleHTpaibHorOo BI' (235).

Myranii B reni TBL1X € apyrorw 3a 9acTOTOH NPUYMHOIO X-3UEIICHOT'O
nentpanbHoro BI'. TBL1X, tpaHcnynuHononioOnuii OUTOK 1, € BaXXJIMBOIO
CcyOONMHMIICI0 MeJiaTopa KOpempecopa SIIEPHOTO pELeNnTopa, IO MPUTHIYYE
petuHoinHuM 1 penienrropHuit komruieke TI', ocHoBHoro CoR penenropa TT, sixuii 6epe
y4acTh Y eKCIpecii reHiB, peryiboBaHux T3. OKpiM KIIHIYHHX ITPOSIBIB IEHTPAJIBHOTO
BI' y 6aratpox malmieHTiB cIiocTepiraeTbcsi BTpara ciyxy (236). Hapemri, myTarnii B
IRS4 € me ogHie0 MPUYMHOK X-34EIUICHOTO Jierkoro neHTpanpHoro BI'. Ockinbku
IRS4 Gepe yuacTs y mepemadi CUTHAIIB JICNTUHY, TPUYMHOO IIeHTpajabHoro BI' Moxke
OyTu mopymieHHs1 nepenadi curHaiiB jgentuny (237). Llentpansuuii BI' gacrime €
gactuHoro MPHD 1 mMoxe Oyru moB’s3aHuii 3 OoJHMM a0 KUIbKOMa IHIIUMHU
nedinutamu ropMoHiB Tinmodiza. Kpim Toro, neBHUN BiJICOTOK XBOPHX MAIIEHTIB Ma€
Mopdororiuni aHoMalii rinodisa, rimoragaMmyca ado iHIi HeBpoJIoTiuHi aedexTH (25,
45). YV Tabmuni 4 mnpeACTaBieHI TE€HH, 3aly4deHl 10 PO3BUTKY IEHTPAIBHOTO
TiIOTHPEO3Y.

5.3. Aumenamanwvna oiacnocmuka, ouyinka @yukyii II[3 nnooa ma nikyeanus
2inomupeo3y niooa
Pesiome
e Mu PEKOMEHTyEMO aHTCHATAJIbHY JIarHOCTUKY THUPEOIMHOTO
JUCTOPMOHOTEHE3Y y pa3l BUMAIKOBO BHUSBICHOTO 300y MpU PETYISIPHOMY
VIBTPA3BYKOBOMY JOCHiKeHHI tuiony (1/+++); cimeitHoro pernuauBy BIT
BHACJIIOK JUcropMoHorenesy (25% uvactora peuuausis) (1/+++); 1 BimoMux
nedexTiB reHiB, 3adydeHuX A0 (yHkiii abo po3sutky II[3 3 moreHiiiiHoO
repmiHaTuBHOMO niepeaayveto (1/++0).
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e OcoOnuBHI MIAX1A CHAI PO3MISAATH JJIs BUMAJKIB JIIarHOCTUKU CHUHJIPOMIB 3
MOTEHIIMHOI CMEPTHICTIO Ta MOXJIMBUM MO3AIIIU3MOM 3apOJIKOBOI JiHIT (K
s mytanii/aenenii reHa NKX2-1 Ta Baxkoi jereHeBoi aucyHkKIii 3
MOXJIMBOIO MIepeIayueio Yepe3 MO3aillu3M 3apOIKOBO1 JIiH11). 3a TaKKMX 00CTaBUH
0OroBOpEHHS MpPEeHATaIbHOI JIarHOCTUKU Ma€e OyTH BIAKpUTUM. TepaneBTHUHE
JIKYBaHHS YpaXeHUX IUIO/MIB Ma€ BIAMOBIJATA 3aKOHAM, W0 MdIIOTh Y
Bi/noBiHIN kpaini (1/++0). Cimelinuii pertuaus BI' BHacninok nusrenesii (2%
CIMEHHUX BHUINAJAKIB) NOTpeOye MOAAIBIIONO BUBYEHHS Uil BH3HAYEHHS
JOLIIBHOCTI Ta KJATHIYHOI 3HA4YI[OCTI aHTEHATAJIbHOT'O BUSIBICHHS.

o Jlns orinku 00’ emy 1113 mioy Mu peKOMEHIyEMO YIbTPa3BYKOBE JOCIIKCHHS
Ha 20-22 TWXHI BariTHOCTI, MO0 BHSBUTU TiNepTpodil0 Ta MNOTEHLINHY
mucoynkuio 3 mmoxy. 300 abo BiacyTHicTh TkaHuHU 113 Takox MokHa
JIarHOCTYBAaTH 3a JOTIOMOTOK YJIBTPa3BYKOBOTO JIOCIIKEHHs. BumiproBaHHS
CJI1T TPOBOJIUTH SIK (DYHKIIIIO T€CTAI[IMHOTO BIKY, a JIJISl IIaTHOCTUKH 300y CIIif
BUMIpIoBaTH nepumetp 1 aiametp L3 (1/+++).

e Skmio miarHOCTOBAaHO (BEIWKHI) 300 TUIOMY, MPEHATadbHY JOMOMOTY CIIij
HAJIaBaTH B CIEI1a]II30BAHOMY IIEHTP1 JOMOJIOroBO1 gornoMoru (1/+++).

e Mu pEeKOMEHIyEMO KOPJOIICHTE3, a HE aMHIOIICHTEe3, K KOHTPOJIbHUH METOJ
ouminku ¢Gyukmii 3 mmoma. Hopmu Oynu  BcTaHOBIEHI SK  (QYHKINA
recramiiHoro Biky. Ile oOcTexeHHS CiA NPOBOAUTH, JUIIE  SKIIO
O3S AAETHCS JOTOJIOroBe BTpydaHHs (1/+++).

e V Oumpmocti BumankiB ¢yHkmito 113 mimoga MoXHa OIIHWTH Ha OCHOBI
(bi3UMKaIBHOTO OTJISAY Ta YIBTPA3BYKOBUX KPUTEPIiB, TOMY 3a0ip KpoBi Iioaa
HEOOXITHUM JIUIIe Y BUHATKOBUX BUMaAKax (2/++0).

e Mu HamoJerIMBO PeKOMEHIYEMO JIKYBaHHS IJ10/1a MIJITXOM 1HTPaaMHIOTUYHUX
i’ exkiit T4 BariTHUM >KiHKaM 3 €yTHPEO30M 1 BEJIUKUM 3000M IUIOJA,
NOB’s13aHUM 13 0araroBoAAsSM Ta/ab0 OKIIO3i€l0 Tpaxei, y BariTHUX 3
TIIOTUPEO30M MU PEKOMEHYEMO JIIKYBAaTH y TEPIINY Yepry KiHKY (a He TUTi[T)
T4 (1/++0).

e Jlnsg HEIMYHHOTO TIOTUPEO3Y TUIOA 13 3000M, IO TPU3BOIUTH A0 OAraTOBOIIA,
MU PEKOMEHIyeEMO iHTpaamMHIOTHUHI 11 eKkuii L T4 mist 3mentenns po3mipy 113
wiofga. I[H’ekmii TMOBHHHI BHWKOHYBAaTHCS OaratonmpodiIbHUMU TpyHnamu
cneriamicTiB (1/+++).

e EkcmeprHa kowmicig mpomoHye BUKOpHCTOBYBatH 10 MKI/KT mepenbadyBaHOi
Baru rmiaoay Ha 15 nHiB y opmi IHTpaaMHIOTHYHHUX 1H €KI[1H. Pusuku 1is miony
Ta TICUXOJIOTIYHE HABaHTAXKCHHS Ha OaThKIB CJIiJ] BpaXxOBYBaTH IIPH OIIHITI
pu3uKy Ta Kopucti (2/+00).

Jlokazu

AHTeHaTanbHa JIarHOCTUKAa PEKOMEHI0OBAaHA y pa3l BUIAJIKOBO BHUSIBICHOTO 300y
moAa mija yac Y3/ mioaa y MaTepl 3 HeTaTUBHUMU aHTUTUIaMu 110 penentopiB TTT,
y AUTUHU 3 iepBUHHUM BI' BHac110k AuCcropMOHOreHe3y (1 pu3ukom penuauBy 25%),
a Takox y nuThHH 3 (25%) 3 Baxkkum cunapomuuM BI' . Cnoci0 ouinku ¢ynkuii 113
IJ10/1a Ta JIIKyBaHHS (HEayTOIMYHHOTI'0) MIIOTUPEO3Y IJ10/1a OTUCAHO B PEKOMEHAAIISAX
koHceHcycy no BI' 2014 poxky (1). 3aramom, po3mip L3 mioga mMokHa OLIIHUTH 3a
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nornomMororo Y3/ Ha 20—22 tuxHi Ta Ha 32 TUXKHI BariTHOCTI. Skio BuMiproBanHs 1113
Ha OCHOBI JlameTpa abo nmepumeTpa Buile 95-ro nporeHTuss (238), Matip 1 MIia Ciijl
HalpaBUTU JO CIHELIAJI30BAHOIO LEHTPY JIONOJOrOBOi  JOMOMOTH.  SKIio
PO3IJIAIA€THCS I0MOJIOTOBE BTPYYaHHS, MOXHA MPOBECTU KOPAOLIEHTE3 ISl OLIHKU
¢ynxuii 13 mnona. Cepen yMOBH, iK1 MOXKYTh CTaTH MPUYMHOIO JIIKYBaHHS IJI0/A,
BEJTMKUM 300 MJ10/1a 3 IPOrPECYIOUUM 0AraToBOAASIM, PU3UK NIEPEIYACHUX MOJIOT1B 200
PHU3HK OKJII031i Tpaxei. SIKIIo JiKyBaHHS IJ10/1a PO3MIISIAETHCSA Y BariTHOT JKIHKH 3
E€yTUPEOITHUM CTAHOM, OJTHUM 13 CIIOCOOIB € BBEJCHHS IHTPAaMHIOTUYHUX 1H’ €KIIIH
LT4 y no3i 10 Mxr/kr nepenbauyBaHoi Baru mioja Ha 15 axiB. JlocnmimkeHHs
MiATBEPAUIN JOLUUIBHICTD 1 0e3mneKky iHTpaaMHIoTHUHOI 1H ekiii L T4 1 mepekoHInBO
NPUITYCKAIOTh, 1110 1€ JIIKYBaHHS € e(EeKTUBHUM JJI 3MEHILIEHHS po3Mipy 300a. OaHak
koJlHa 3 Oaratbox cxeM JikyBaHHs LT4 He 3a0e3neuye eyTupeo3 Mpu HAPOIKEHHI.
ToMy HEMOXJITHBO C(HOPMYIIOBATH KEPiBHI MPUHIMIIA HAa OCHOBI HAasBHUX JaHUX.
[lomanpiry nmiarHOCTUKY Ta BTPYYaHHS Ma€ TMPOBOJAUTH JIMINE JOCBiIYECHA
MYJbTUIUCIUIUTIHAPHA KOMaH/a B CIEL1a130BaHOMY LEHTP1 AOMOJIOr0BOr0 AOTJISIAY
iCJIsE peTeIbHOT OLIIHKHU CIIBBIIHOIIEHHSI KOPUCTH/PU3UK. Bu3HAauEHHS MOKa3aHb Ta
ONTUMAJIBHUX PEKUMIB NMPEHATAIIBHOTO JIIKYBaHHS HEIMYHHOTO (heTalbHOT'O 300HOTO
rinoTUpeo3y BUMaraTume OUTbII MacITAOHUX AOOpE CIIAHOBAHUX JOCITIIKEHb, SIKI
Halikpalie TOpOBOAMTHM B paMKax  MDKHApOAHOI  CHIBIpali 3a  y4acTi
MDKIUCIUTUTIHAPHUX MEIUYHUX KoMmaH[. HeoOXiTHO Takok BUBYUTH albTEPHATUBHI
criocoOM JIIKyBaHHS IUIOAY IUISXOM BBEJICHHS JIIKIB MaTepi. Y BariTHUX 3
TIIOTHUPEO30M KpallluM ITIXO0J0M € JIIKyBaHHS XKiHKU (a He 1uiona) LT4. Hapemrri,
BCIM BariTHUM KIHKaM CJIiJ1 3a0€31eYUTH JOCTATHE CIIOKUBaHHS oy (250 MKT/IeHb).

BucHoBku

JlaHe OHOBJICHHS KOHCEHCYCHHMX peKoMeHpamiii 3 mpuBoay Bl pexomenmye
BcecBiTHIMN HC 1 BiAMOBiAHY JIarHOCTUKY, B TOMY YHCII1 T€HETUYHY, JUIS OLIIHKU
IPUYMHU SK TIEPBUHHOTO, TaK 1 ILEHTPAJbHOTrO TinmoTupeo3y. Kowmicis ekcrepTis
PEKOMEH/Iye€ HETalHWN TOoYaTOK IMPaBUJIBHO J030BaHOTO JiKyBaHHS LT4 Ta gacte
MOTAJTBIIIE CIIOCTEPEIKCHHS, BKIIIOUAKYH JJA00paTOPHI TECTH Ta KOPUTYBAHHS T03H IS
niaTpuMkn piBHIB TI' y IUIBOBUX Jiara3oHax, CBOE€YACHY OIIHKY HEOOXITHOCTI
MIPOJIOBXKEHHS JIIKYBaHHS, YBary J0 PO3BHUTKY HEPBOBOI CHCTEMH Ta HEUPOCEHCOPHUX
byHKIN Ta, Tpu HEOOXIAHOCTI KOHCYJIBTAIlIT 3 IHIMUMHA MEIUYHUMHM MPAIliBHUKAMH,
HaBYaHHA TUTHHH Ta ciM'T moxo BI'. I'apmorizamis giarHOCTHKH, JIKYBaHHS Ta
MOIAJIBIIIOTO CTIOCTEPEKEHHS ONTUMI3Y€E pe3yabTaTu naiieHTiB. Hapenrri, yci qroau 3
BI' maroTh mpaBo Ha 100pe CIUIaHOBAaHWI TIEPEXif] Bi MEAIaTPUYHOTO O MEAUYHOTO
CynpoBoay JjopociuXx. Ile OHOBIEHHS KOHCEHCYCHHX pPEKOMEHIAIlld  Ciij
BUKOPHMCTOBYBATH JIJISl ITOJAJIBINOT ONTUMI3aIlli BUSBICHHS, JIarHOCTHKH, JIIKYBaHHS
Ta TOJAJIBIIIOTO CTIOCTEPEKEHHS 3a NiThbMu 3 ycima dopmamu BI' y cBiTii ocTaHHIX
noKa3iB. JlaHWi JOKYMEHT MOJKJIHMBO 3aCTOCOBYBATH ISl TEPEKOHAHHS OpraHiB
oxoponu 3710poB’st B nepeBarax HC na BI'. He3Baxxatoun na ~50 pokis HC na BT,
3QIMINAIOTBCS  JIeSIKI BaKJIMBI IHTaHHS, Takl SK TeHeThdHa etioyoris T/,
nepenbauyBaHa mkoja cyokiinigHoro BI', ToO6to Hopmanbamii BT4 y moemnanHi 3
migBuiiennm TTI, 1 mpuuMHA MOCTYMOBOTO MIABHUINEHHS 3aXBOproBaHICTh Ha BI' 13
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I3 in situ. HeoOxigHi mnomanblll €MiIEMIOJOTIYHI Ta EKCIEepUMEHTaIbHI
JTOCJIIJIPKEHHSI, 11100 3p03yMITH 30 UTBIIIEHHS YaCTOTH I[bOT'O MAaTOJIOT 1.
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