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O3HTHBHUX PE3YAbTATIB. PedepeHc-UeHTP Takok HaAae OpTaHi3aLifiHo-MeTOAYHY AOLO-
Moty daxiBuam BianosiaHoro npo¢iaw. Tpeviit piBeHb MOHITOPHHTY ~ enijeMiOAOrIMHIUA,
KpHTEpieM OLHKH SKOTO € MOMyAsifHA YaCTOTA BPOAXKEH) X BAA PO3BHTEY y Perioui nyo-
BeARHHA MACOBMX CKPUHIHTOBHY JIporpaM i y macnirabax sciei kpainu. Tenaenuil y nomupe-
HOLTi BPOAXEHO] IaTOAOTIT BU3HAYRIOTHCA 32 CTOPOXOBOIO [:aTOAOTIEI, AKA MAE BUCOKY 0~
MyAsIiAHY YacTOTY i He CKA3AAE TPYAHOILIB AR KOPEKTHOI AlarHOCTAKM B HOCTHATAABHC MY
nepioai — XpoMoromHi aHeynaciali (Tpucomii 21-1, 18-, 13-f xpoMocom ), Baam HepBOBOi
Tp+' 6K, BaAH T} e ARBOI YePeBHOT CTIHKH, MHUKHHHI BAAM PO3BHTKY TOLIO.

BucuoBxy. BryTpimHii KOHTPOAB AKOCTI, MOPSAA i3 30BHILHIM ayAHTOM, MOBHHEH

CTATH HeBiA'¢MHOI YaCTMHOIO MOBCAKAGHHO! NPAKTHYHOL AAABHOCTI MeARKO-reHeTHYHHY 8

3aKAAIB YCiX piBiiB. BnpoBaax ¢HHs Takoi MOCTIfHO All04O] cHcTeMH B Ykpaiki 6yae cnpus-
TH MOAAABIIOMY 7AOCKOHAAEHH ) MEAHKO-TEH ETHIHOT AOTIOMOTH HAaCeACHHIO,

MO3AUYHASA ®OFMA TPUCOMUU 11O 9 XPOMOCOME HA
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XpomocomHbie 3a60A€3aHHS ~ 3TO PasAHYHbIE CT YKTYPHble Npio6pa3soBaHus Xpo-
MOCOM, HAH H3MeHEHHE MX WICAA B KAGTOWHOM sape. XpoMoroMa 9 sBaseTca cybmeraiien-
TpHUECKOi XpuMOcoMoit Tpy:tiisi C cpeaHyX paamepoB B xaproTune. M3secTHo Takxke, 4T0
vEEAMYeHHble 1 yMeHblieHHEE C-6A0KI HATARAYIOTCA KOMAOMHHATHO i CEIPETHPYIOT B ce-
Mbe, TAKME CEMbLH M OTACAbHEIE €@ YAEHBI COCTABASIOT TPYITY PHCKA, COCTOSAIIME M3 ALTEH
 33A€PXKKOM ICHXOMOTOPHOI'O Pa3BHTHS, MHOXECTBEHHBIMH IMOPOKAWH PA3BUTHA H MH-
cpoanomaausy passuras (S.Hsu et al, 2010). Yactora o6Hapyxenus: TpucoMus 9 cpeau
CTIOHTAHHbIX adopToB pasHa 1:1000 6epemennocTedt. ITpakTiyecky BCe 3a4aTH 3aKaHYMHAA-
K0TS BHYTPHY TPOBHOM rHBLABK) HOCHTEAH AMUIHEH XPOMOCOMBI 9. 3apHKCHPOBAHO BCeTo
§ MBOPOXKA€HUI. B cpeAHeM NPOAOANHT BAbHOCTD HKHIHN He IPEBBILIAET TPEX MeCslen 1

aByx Heaeab (D.Pitt et all, 2011). AAs GOALHBIX XapaKTe'Hbl CAEAYIOIY: ¢ OCO6EHHOCTH: Bbl- '

PaXKEeHHOEe (ri4ecKoe BHY [PHYTPOOHOR HEAOPA3BATH, PHA YEPENHY-AHLEBbIX MOPOKOB
(pacmeAnsia 1:é6a, MUKpOQTAALMHS ), AHOMAAMS KOCTEH 1 CYCTABOB, IOPOKH cepaua (aro-
MAAMH KDYIIHBIX COCYAOB, A€DEKTBI MU (EAYAOUKOBOH NEPErOPOAKK:), ATOAOTHS NOYEK

-- s s Al CUCTEMBL, TIOARBBIX OPraHoi. Xpo-

PUAKY. MM MHOXKECTECHHBIMM ITOPOKAMH Pa3BHTHH.

B xoae aHaAR 33, MBI MCTIOAL3OBAAM LIUTON €HETHYECKMHA, KAHHUKO-TeHIAAOTHYECKHIT,
{HO IMIIMYECKHIT ¥ NAPAKAMHUYECKHE METOABL [iMTOoreHeTH'12CKOE HCCAELOBAHHE BKAIO
4240 B ce6s CACAYIOLIHE ITAIIBI: KYABTHBHPOBaliHE AHMOOLIMTOB epHpepu1eckoil KPOBH,
UPMIOTOBACHHE NPEIIAPATOB MeTaPasHbIX XPOMCCOM, HHTEPa3HbIX KAETOK H AHAAM3 HX 110,
$AIOCPECIIEHTBIM MAKPOCKOIOM.

B oraeaenuu riarosoruu HorapomaeHHbIX KPY « AKB» B 2011 roay Haxcaamuacs pebenoi
¢ AHQTHO30M: MHOXCTBEHHbI@ BPCKAGHHbIE AHOMANMH: ANAA3HS HAPYXKHOFO HICA, OTCYTCTBHE
FAU3HBIX SOAOK ¢ 0621X CTOPOH. PefeHOK OT MOADABIX 3A0POBBL:. poAUTeAeit, o 1 fepemeHHC -
€14, 1porekaBmest (23 ocobennocreit. PoAbl neprbie, B CPOK, My reM KecapeBa CeYeHHUs B CBA3H
KAWH TMEUKH Y3KMM Tasom. Macca Tesa npu posxactunt 3150, aarnna 52 oM, 3akpiyaa cpasy, mo
Anrap 8-9 6aar0B. PaHHHIT HEOH? TaAbHBIA ITEPH VA TTPOTeKaA (63 0cOBeHHOCTEN, HO OCAON:~
HHACH OTCYTCTBHEM HOCOBOTO AbDXAHHA. O6DBEKTHBHAINA OCMOTP BbIABHA AHLIEB:IE AHCMOPHL:
CrADKEHHBIE HAAGpOBHBIE AYTH, 6.edapOoNTO3, pu3knit MUKPOTAALM, ANAA3M KOCTER HOCa ¢
1EAOPA3BUTHEM BE['XHEH YEAIOCTH, FroTH4eckoe Hi60, Teao pebiHxa MpoOnopLHOHAAbHOE, OH(-
u3s qeckuit MpodrAb COOTBETCTBYET reCTAlHOHHOMY BO3PACTY, BEPXHHE M HIKHHE KOHEUH(-
i Bes ocobennocreit. TToaoBbIe Opranbl cPOPMHPOBAHDI IO “KEHCKOMY THITy. Pe6enok 65
wbcAzAOBaH AaGOp;IlTOprIMH (06 WMl AaHAAM3 KPOBM, OOLMA IHAAM3 MOYH, JHOXUMMYECKHH
4HAAM3 KPOBH) M KHCTPYMEHTaABHbMU (3AEKTPOKAPAMOTPadH s, YABTPA3BYKIIBOE HCCAEAOB-
HHE CePALIA, eYeHL, NOYeK, HAATI(EYHHKOB, HeiPOCOHOrPAMMA, KOMIIBIOTEPHAL TOMOTpaMMa
FOACHHOTO MO3ra) METOAAMH. B X0a€ aHAAM3a NOAYMRHHBIX AAHIbIX HAMH He 611A0 OTIPeAAeH D
HH CPraHMYecKol, HM GYHKIMOHAALHOM MATOAO! HH OCHOBHBIX IPraHOB U cucreM. Tawxke npo-
HEAEHbL KOHCYABTA I CMEXHbIX CHEUHAAMCTOR it CHHAPOMAALHBIIT MTOMCK, THK KAK BPOXKAEH-
Hbie AHOMAAMM TaKI'0 FeHe3a Yall,e COMEeTAloTCA © APYTMMH [OPOKAMH OPTaHOR ¥ CUCTEM.

AaHHDI CAY4al YHHKaACH, B CBA3H C TeM, YTO KAPHOTMT peHeHKa [0KA3aA TPUCOMHIO
110 § xpuMocome, Mo3anuHylo popmy: 47,XX,+9] 11]/46,XX[24], B coveran 11 ¢ marororusit
AML2BOrO CKeAeTa M OpraHa 3perMs. YUMTHIBAs! Bbillle H3AOXKE HHbIE AAHHDIE . MOKHO CAEAATH
BBIBOA, YTO HAMH OMHCAH OAWH M3 PEAKHX KAHH:AYECKHX BAPHAHTOB TPUCOMEH 9 XPOMOCOMbi.
JKH3IHEHHBIA IPOTHO3 AML AQHEOIO pebeHKa NpPH PaAMOTHOH XMPYPruuecKoi Koppexin
TIOF OKOB MOKet BITh GAArONPHATHBIM.
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acenu (RA) om-



Tak, 3riAHC 3 AAHHMH Pi3HHX ABTOPIB HEKOHTPOABOB: HHJt nepedir xBOpo6H peecipyeTbcs |
y 70-95% xnopux. HeedexrnHicTh iHraasifiHix rAXIKOKOPTHKOCTRPOIAIB (ITKZ), mo e ¢

0cHOBOM GasucHoi Tepanii BA, 3yMOB..eHa, AMOBIPHD, HAABHICTIO Pi3HMX QeHOTHIIB Aa-

HOTO 32XBOPIOBAHHS, BU3HAYEHHS AKKX € AOCTATHDO KOITOPUCHHEM Ta TPYAOMICTKHMM i, Ha
JKAADb, He 3LBKAM AOCTYIHHMM AASL BIABLIOCTI KAIHIK. BpaxoBytodu iasnaueHe BULe, aKTy- |
AABHHM Ta MepPCreKTHBHIM HAMM BBAXAETHCS 3aCTOCYBAHHA B 6azacHif Tepanii BA B Al- |
Tell HOBHX MeAXKAMEeHTIE, Hanpukaaa HykaeiHat, o € iIMyHOMOAYASTOPOM Ta, BOAHOYAC, 4
BOAOAi€ P OTH3aMaAbHOK) Aj€t0. OCKiALKH BUKOPUCT\HHS AQHOTO Il PeriapaTy B KOMAAEKC |
npoTH3anaipHoi Tepamnii BA B AOPOCAHX IPU3BOAHAD AO MIABHILZHHA PiBHA KOHTPOAIO |
1IbOTO 3aXBOPHBAHHSA, MOXKHA BAXKATH 33 AOLIIAbHE BJIKOPUCTRHHS AaHOI AIKyBaAnHOI TaK- &

THKH B IIKC ASPIB.

Merta aocaipxensi. [IpOBeCTH KAIHIYHO-emiAeMIOAOTIYHUE aHaAi3 edexTHBHOCTI T
Hyxkaeinaty B ckaaai 6askcHol mpoTHaanassHoi Tepanii BA B LIKOAAPIR 3 OLIHKOK MOKA3HH- &

KiB rimepuy ransocti 6porxis.

Martepiarn i MeToam AOCAiAKeHHS, Y IYABMOHOAOTIMHOMY BigaireHHi O6A2CHOT AX- |

51401 KAiHITHOY aikapui N°1 M. UepHiBui B riepioai penicii obcTexero 98 mxoaspin, XRopux

#a BA. AOcAiAKeHHS TIPCBOAMAM ABiMi CAITAM PaHAOMI30BAaHHM MA::LE6O-KOHTPOALOBAHUM &
METOAOM i3 BHKOPHUCTaHHAM TabAMLI BH:1aAKOBMX YHCeA. Ao I rpyne ysifiman 47 naui€HTiB, | 1
AKi B KOMILA@KCt 6a3ucHOi Teparii oTpumysasn Hykaeirar y A03i 0,25 r Ha po06y Brposomx 21 &

ans. Apyry (11) rpymy c¢opmyBasa S1 aMTHHA, sKa B KOMMAEKCH AikyBarHa 3amicTn Hyxaei-

HATy OTPUN yBaaa Maaue6e (AaxTosy). 33 OCHOBHHMM KAIHIMHUMM Xap::KTePUCTHKAMil KAIHIuHI |

rpynu nopisessus 6yau CiBCTaBACHHMA. YiiM AITAM, OXPIM PyTHHHOTO O6CTeKe s, BU3HA-
waau rinepryrausicts 6pcuxis (B ), sty OUIHIOBAAM 32 AAHHMU NPOROKYIOUOT AO3H ricTaMi-

HY, (O TIPH3BOATb AO 3HIKEHHS $OPCOBAHOTO 06Ny BHAKXY 32 mepiry cekyHay (GPOB1) §

Ha 20% (PC20H) i3 3acTccyBaHHAM cep.iHMX po3BeaeHh ricraMiky. PesyabTaTi AOC\AKEHHS
OL{HIOBAAK 3 NMO3KMLIT KAiHiMHOTL eriaeMioAoTi. Pu3uk peasisanii moali susvaAH 3a nokasHuka-

vy Biasocroro (BP), abeoatornoro (AF) pusuxis ta crissianoments mancis (CIL, a Takox |

ix AoBipum: intepBanis (95% Al). EdexrupHicTb AIKYEAHHA OUIHIOBAAN 32 3HIDKEHNAM aTPH-

Gyrussoro {3AP) Ta BiadocHoro (3BF) pusmkis, a Takow MiHIMAAHOW0 KIABKICTIO XBOPHX &

{MKX), sikux cAip IPOAIKYBATH AASL OTPS IMAHH5 OAHOT® NO3UTHBHOTC: PEIYABTATY.

Peayawrarn. [licaa npoBeaeHorn AikyBaHms AiTH | KAIHIMHO! rpynM xapak "epH3yBa- &

AMCs BHILHY puaukom 3tikeHHs [YD piavocHO xBopHX MAaLe60-KOHTPOAbOBaHOI IPYTIH.
3oxpema, FIAHOCHUIM PU:HK AOCATHEHES NOSUTUBHMY 3MiH i3 6oky I'1B y mxoaspis, ski B

KOMIIAGKCI IpOTH3aNaAbH0i Tepartii oTp uMyBaau Hyxeinat, cranos s 1,9 (95% Al 1,3-9,3), &
abcoAtoTH it pusuk — 0,3 ripu nokasuuky CLI - 3,3 195% AI 1,7-6.1). Caia siaMiTuTy, wo |
nia BamBom Hyxaeinary 8 ckaaai 6asichoi Tepamii 3HMKeHHA ab¢ 0AIOTHOTO PHIHKY pee- 1
cTpauii BUPa3Hoi TinepayTAHBOCTI AMXIABHUX HIAAXIB cAraro 25,8%, 3BP — 54,8% (95% Al |
44,5-64,8), a MiHIMaAbHA KIABKICTb XBODUX, SIKMX CAlA NPOAIKYBATH AAS AOCSTHEHHS! OAHOTO

O3UTHBHOTO pe3yAbTaTy, AcpiBtiosaas 1,8 (95% Al 0,1-7,1).

Bucaoskn 1. Puauk peectpanii BMpasHoOi TinepyyTAMBOCTI (pOHXIB Ha TA. 3acTOCY- §

BanHs HyiAeiHaTy 3HIDhYRABCA HACTYrHHM unHOM: 3AP - 25,8%, 3BP - 54,8% (95% Al

44,5-64,8), MKX - 1,8 (95% AI 0,1-7,1). 2. Y xBopux Ha GpOHXiaAt HY ACTMY WKOASPIB NIPH §
HEAOCATHEHHI KOHTPOAK) 3aXBOPIOBaHIisL, 33 PaXYHOX BHPA3HOI FiN2pCUPHAHATAIBOCTI AU-

XaAbHUX MASXIB, AO KOMIAEKCY MPOTH3ILIAAHO] Tepariii CAlA BKAIOWE TH iTpenapaT Hykaeinat
y A03i 0,25 r Ha p0by.

BPOH XOHPOBAJ{AHI/IOHHBIFI TECT CTUCTAMUHOM
Y AETEH, CTPAAAIONIIUX BPOHXUAABHOM ACTMOM ITPH
PA3ATYHBIX BAPHAHTAX BOCITAAEHHS ABIXATEABHBIX
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Bpowxuasbras acrma (BA) - MyabTHakTopHOE 3a650A¢BaHHe, KOTOPOE XaPaKTEPHAY-

¢ #1C% XPOHMMECKNM BOCTIAACH HEM ABIXaTEALHBIX MyTeil H J(OBLILIEHHOM SYBCTBUTEABHGCTHIO

IPOHXOB K PasaHYHBIM Pasap uxuTeasM. Bocnanenue 6potxnasbHoro aepesa npu BA xapax-
vPHIYETCs reTePOreHHOCTbIO, HAMPUMEP, MOMKET ONOCPEACTBOBATbCS HEHTPOPHAb:ABIMU
HOO 303HHOG HABHBIMHM TPAHYAOLMTAMH. [HNIEPBOCIIPHHMIHBOCTD SBAACTCS YHHBECAAb-

140/ xapaxkrepucTHKO# BA, crenenp koTopoit oTobpakaer Tsakects 3aboaesanus. Uupecr-

Itty, HTO OAHHM M3 OCHOBHBIX QUKTOPOB PAZBHTHS THMIIEPBOCTIPHUMYHBOCTH ABIXaTe,hHHIX

“HASICTCSL €CTh BOCMaAeHHe HpoHXHMaAbHOT) AepeBa. OAHAKO POAb XapaKTepa BOCMAALHHS

" CNMPATOPHETO TPAKTA (303HHOPHUABHOIO H HEIOZMHOPHMABHOTO) B POPMHPOBAHKH -

I1:PHOCTIPHMMUHBOCTH, B TOAHOM Mepe He r.3y4eHa.

Ifeab paborbl - H3yunTb rMOKasaTerd HecCeLMHYECKOH TMIEPHOCTIPUUMUHAOCTH

. fipouxos (I'BE) npu pasandr:oM xapakTepe BOCTIaAeHus AbixaTeAbHbIX niyTelt (XBAIT),

O6caeannario 60 aeT2it IIKOABHOrD BO3PACTA, CTPAAAIOMUX € POHXHAALHON ACT-

MO, KOTOPBIY. H2 OCHOBAaHHM LUMTOAOTHYECKOTO HCCAE AOBAHHMS MOKPOTHI PACIIpeAeAd-
1 Ha 2 kauHuYeckue rpynis. [lepsyio rpynmy coctaBuAn 60AbHbBIE ¢ 303HHOQUABHBIM

' 30 naumeHTOB ), BTOPYIO - ¢ HeaosuHopuabHuM (30 aereit) XBAIL Bcem GoaprbiM
' MOCAENPUCTYIINOM MepuoAe BA MpOFOAMAM LUMTOLOTMYECKHA AHAAM3 MOKPCTH H
)OHXOTPOBOKALHUOHHBIA TecT ¢ ructamubnoM. [1pu yenaennu BB ormevanoch chu-
¥¢HHE MPOBOKALMOHHOM KoHuenTpauun (ITK20T) u aosnt (ITA20T) rucramuna, a npu
HOBIIEHHNS PHIEPPEAKTHEHOCTH ~ YBeAHYEHHE 3HAMEeHMiT AO303ABHCHMON KpHBON
A3K). Josunoduasusiit TBAIT BepudHuHpOBaAU NpH HAAMYMHK B MOKPOTE 3% H 6o-

¢ AR¢ BO3MHO K ABKBIX AEAKOLHTOB,

Cpasuu: eAbHBIA anaAles nokasateaeit 'BB y aereit ¢ pusanunsivi XBATT no pasissim
{IPOBOKALMOHHOA NPO6HI C 'MCTAMMHOM I 0KA33A, YTO OHH CYMIECTBEHHO He OTAHYAIOTCA.
Tax, y maumnertoB ¢ s03un0puabHOM BA rokasatean T'BE cocrasuan: TTK20T (Mr/ma) -

8+0,55; TIA20T (mr) - 0,55+ 0,16; A3K. (y.e.) - 2,01+ 0,15; a npn He303MHOPHASHOF:
TIK20T - 1,56+ 0,37; TIA20T ~ 0,51+ 0,17; A3K - 2,1340,26 (P>0,05). OTmeueHn Teu-
AeHLMS K 6cAce BHIPA3UTCALHOM UyBCTEMTEABHOCTM (}pOHXOB K IHCTaMMHY Yy AeTeft ¢
wanHoGuabHmM TBATT (ITA20T <0,15Mr y aTux 60AbHBIX Ha6AI0AQAACH B 1,7 pasa yauie
1M, y AeTeit ¢ 4e203uHoPuARHNM TBATT). YcranoBAGHa OAOKHMTEABH A5 KOPPEAALMOHHAS
l;lblfib nokasar2aefi BB ¢ ornocureabnbiy. koanvecrson. aumdoumror (r-0,59) y aereit ¢
POHXHAABHOF ACTMOH.

Hecmorps Ha 1o, uTo kecneuuduyeckas BB k rucramnny y 6oasubx BA cymecrses-
10 He 3aBHCHT OT XapaKTepa UX KOCMaACHUH, BCE XKe, ¥ Aeved ¢ 203uHodHabHbiM TBA!T, He-




