Yactp 1:

3anaua 1: HoBopoXkA€HHBIN MajIb4yuK, 3 HEJEIU OT POAY, IOCTYIIUI B
neauaTprUuecKoe OTIeNIEHUE ¢ )KallobaMu Ha PBOTY, TUAPEL0, HKEJITYIIHOCTh
KOXKHBIX TTIOKPOBOB U BsIOCTh. [Ipy 0CMOTpE BBISIBIICHA TeaToOMeranus 1
MPU3HAKUA KPOBOTEUCHHUS (IKXUMO3bI). AHAIU3bI KPOBU MOKA3aJIH
NOBBINIEHHBIN ypoBeHb TpaHcamuHas (AJIT u ACT), OunupyOuna u
HapyIIeHUE CBEPTHIBAEMOCTH KpOBU. B aHamMHe3e OepeMEeHHOCTH MaTepu —
HOpMaJIbHOE T€YeHUE, Pojibl B cpoK. Bonpockl: Kakue HaciiecTBeHHbIE
MeTa0oIuYECKHE 3a00JIeBaHUS CIICTYET 3al0/I03PUTh B TIEPBYIO OUepeh?
Kakue nonoaHuTensHbIe OMOXMMUYECKHUE HCCIICI0OBAaHUS HEOOXO0IUMO
MIPOBECTH 151 MOATBEPKACHUS quarHo3a? Kakoi Tun TUHpO3UHEMUHU
HamOoJIee BEPOSITEH B IAHHOM CJIy4ae, UCXOs U3 KIIMHUYECKON KapTUHBI?
Kakue TepaneBTruueckne MEpoOnpusATUs CIETYET IPEANPUHAT HEMEIJICHHO?
3anaua 2: PebeHok 5 yiet, HaOmo1aeTcs y neauarpa mno noBojy 3aJepKKU
pocta u pazsutus. [Ipu ocMoTpe obpamiaroT Ha ceOsi BHUMaHUE y9aCTKU
YTOJIIIEHHOM KOKU Ha JIaJIOHSX U MOJI0IIBAX, a TAaK’Ke CBETOOOS3Hb U
MOKpacHEHUeE TJ1a3. PoauTenu 0TMEeUaroT, 4To PeOCHOK U30eraeT sipkoro
CBETa M YacTO TPET IJ1a3a. AHATIU3 KPOBU BBISIBUII MOBBIIICHHBI YPOBEHB
Tupo3uHa. Bonpockl: O KkakoM HacaeACTBEHHOM 3a00JieBaHUK 0OMEeHa
AMUHOKHCJIOT MOXKHO JyMaTh B JaHHOM ciiydae? Kakoi (hepMeHTHBI
nedeKT JeKUT B OCHOBE 3TOro 3abojieBanus? Kakue T1OMOJIHUTEIbLHbBIC
UCCIIEIOBAHUS CJIEAYET MPOBECTH JIJIsl MOATBEPAKICHHUS IMarHo3a U
UCKJIIOUEHUA pyrux 3aboneBanuii? Kakue pekomeHaauu Mo MUTAHUIO
CIeAyeT 1aTh POAUTENSAM peOeHKa?

3anaya 3: CeMbs 00OpaTHIIACh 32 MEIMKO-T€HETUYECKOM KOHCYJIbTalluEl B
CBSI3M C TEM, YTO B MpEbIAYyIIeH OepeMEHHOCTH ObLIT IMarHOCTUPOBAH
tupo3uHemus | Tuna y miona. Cynpyru 310pOBbI, HO SIBJISIFOTCSI HOCUTEIISIMU
MyTaluu B rene pymapunaneroanerar-ruaponassl (FAH). Bornpocsr: Kakoit
THUIT HACJIEIOBaHUS y TaHHOTO 3a0oseBanus? Kakoit pucK poskaeHus
pebeHka ¢ Tupo3uHeMueit | Tiuna mpu Kaxa0i nocienyrolieit 0epeMeHHOCTH
y 3o mapsl? Kakue MeTobl IpeHaTaqbHON JUArHOCTUKU MOTYT OBITh
MIPEJIJIOKEHBI ATOM Mape JJIsl ONpeIesIeHUs COCTOsIHUS Tuio1a? Kakue
BO3MOKHOCTH CYIIECTBYIOT JJISI PEAOTBPAILLEHUS POXKICHUSI PEOCHKA C
TUpo3uHemuei | Tuna B Oyaymiem?

3anaua 4: IlanueHT ¢ MOATBEPKACHHBIM JUArHO30M TUpO3uHeMuH | Tuna
HAXOJUTCS HA TOCTOSHHOW Tepanuu HUTH3WHOHOM (OpdaauHom) u
CrielMaIbHOM TueTe. B TeueHne HeCKONIbKUX JIET COCTOSIHUE TTallMeHTa ObLIO0
CTaOUJIbHBIM, OJIHAKO, B MTOCJIEAHEE BpEMsI OSIBUITUCH MPU3HAKU
YXYIICHUS: yBEJIMUCHA MTeYeHb, TOBBICUJICS YPOBEHB aib(ha-peronporenHa
(ADII) B kpoBu. Bonpockl: O KakOM CEpbE3HOM OCTIOKHEHUU CIIEyET
JTyMaTh B MEPBYIO ouepenb? Kakue qonoJTHUTEIbHbBIE METOIbI
UCCIeI0BaHMsI HE0OX0UMO TPOBECTH ISl yTOUHEeHUs nuarnosa’? Kakue
BAapUAHTHI JICYEHUS MOTYT



OBITH PACCMOTPEHBI B TAHHOM CJIy4ae, yunuThiBas HeA((HEKTUBHOCTh
TEKyIle Tepanuun?

3anaya 5: HoBoposk1eHHBIN peOeHOK ObLIT BKIFOUEH B ITPOTrpamMmy
HEOHATAJILHOT'O CKPUHUHTA, B X0J/I€ KOTOPOT0 ObLIO BBISIBJICHO MOBBIIICHUE
YPOBHS THPO3WHA B KpOBU. PeOEHOK KITMHUYECKU 3/I0POB, Kajao0 HeET.
Bormpocsl: Kakve mpudnHbl MOTYT IPUBOJIUTH K MOBBIIIEHUIO YPOBHS
TUPO3UHA B KPOBU HOBOPOXKAeHHOT0? Kakue 1omnoaHuTeIbHbIe
UCCIIEIOBAHUS CJIeIyeT MpoBeCcTH JuIsl AudPepeHInaibHON JUarHOCTUKY U
UCKITtoueHus Tupo3unemun? Kakue neicTBus He0OX0AMMO MPEATPUHSTD
U MOATBEPKIACHUH TUarHo3a Tupo3uHemun? Kak yacto cieayer
KOHTPOJIMPOBATh YPOBEHb TUPO3MHA Y PEOCHKA B TAJIbHEHIIIEM, €CITH
JIMarHo3 TUPO3UHEMUU UCKITIOUEH?

Pemienus:

3anauva 1: Tuposunemus I Tumna, qpyrue HaclieICTBEHHbIE META00INYECKUE
3a0oneBanus neyeHu. OnpeeeHue YpoBHS CyKIIMHUIAIIETOHA B MOYE,
akTuBHOCTH FAH B Ouorntare neyeHu, reHeTUUEeCKOE TECTUPOBAHHUE.
Haubonee BeposTHa Tuposunemusi I tuma (octpas popma).
[Nocniuranuzanusi, Ha3HAYEHUE HUTU3UHOHA, TUETOTEPAUS, KOPPEKILIHS
HapyILIEHUI CBEPTHIBAEMOCTH KPOBHU.

3anaua 2: Tuposzunemus Il Tuna (cunnpom Puxrta-Xauxapra). Jedbunur
tupo3uH-amuHoTpanchepassl (TAT). Onpenenenue aktuBHocTH TAT,
reHeTu4YecKoe TectupoBanre. CTporoe orpaHM4€HUE TUPO3UHA U
dbenunanannHa B UETE.

3amgaua 3: AyTOCOMHO-pEIeCCUBHBIN. 25%. buorncus xopuoHa uiu
aMHHOILICHTE3 ¢ MOCAeAYONMM reHeTndeckuM ananuzom JJHK mmoza.
DxcTpakopropanbHoe omiogoTBopeHue (IKO) ¢ mpenMIIaHTalimOHHOM
reHetudyeckoit quarnoctukou (I11I°/1).

3anauva 4: I'enarouenmtonspras kapuuaoMa. Y3 u MPT neuenu, Ouorncus
nedeHu. TpaHCIUIaHTAIUS TICYSHH, PE3EKITUS OIMyX0Ju (TIPU BO3MOXKHOCTH).



3amauva 5: TpaH3uTOopHAst TAPO3UHEMHS] HOBOPOKICHHBIX, THPO3UHEMHSI.
OrnpeneneHre ypoBHs CYKIIMHUJIALIETOHA B MOYE, TOBTOPHOE OIPEETICHUE
ypOBHs TUpO3UHA. [IoATBEp)KIEHNE THMArHO3a - KOHCYJIbTALUS TEHETUKA U
HAyajao COOTBETCTBYIOIIETO JICUCHHs (HUTU3UHOH, UeTa). PerynspHsiii
KOHTPOJIb YPOBHS TUPO3UHA, [IEPUOAUYECKUE OCMOTPHI IIeuarpa.

Yactp 2:

1. Y pebenka 7 neT Bpauu 3aMETHIIM 3aMEJICHUE POCTA U MPOOJIEMBI C 00yUEHHUEM.
['eHeTHYECKOE TECTUPOBAHUE TIOKA3bIBACT MYTAIIUIO, CBA3aHHYIO C METaOOIM3MOM
romonrctenHa. Kakoe 3abosieBanue ObLIO AUATHOCTUPOBAHO?

2. Kenmuna, 40 net, 00patuiiach K Bpauy € kajio0aMU Ha 4acThle TOJIOBHBIE 00U
U JIOMKOCTB KOCTei. Bpau pemraer mpoBecTr KOMITIEKCHOE 00CIIeIOBaHUE U
00Hapy>XKMBAET BHICOKYIO KOHIICHTPAIIMIO TOMOIMCTENHA B KpoBH. Kakoi BuTaMuu
MOJKET MOMOYb CHU3UTh YPOBEHb TOMOIIUCTEUHA Yy DTOU MAIIMEHTKH?

3.V nanuenTa 38 €T AMArHOCTUPOBaHA TOMOIUCTUHYPHUS TOCIIE psiaa
obcnenoBanuii. Bpau 00bsIcHsIET HEOOXOUMOCTh KOHTPOJIS YPOBHS
TOMOIIMCTENHA JIJIsl IPEOTBpAIleHUsT OCI0KHEeHUH. Kakoil OCHOBHOM pUCK CBsI3aH
C BBICOKMM YPOBHEM rOMOITUCTEHHA?

4. Kakoii reH oTBevyaeT 3a MeTad0JIM3M T'OMOIIMCTENHA M MOYKET OBITH CBSI3aH C €TI0
MOBBIIIIEHUEM?

5. Myxuunna 50 net oOpaTuiics K Bpady ¢ kajgo0aMu Ha yCTaJIOCTh U TIPOOJIEMBI C
namsTho. [locne aHanM30B y HETO BBISIBUIIH MTOBHIIICHHBIN YPOBEHb
romoructenna. Kakoit mpoaykr, 6oraterii ¢onatom, clieyer 100aBUTh B €T0
pauuon?

OTtBeThI:

1. F'oMomucTunypus

2. Butamun B6

3. Tpomboo6pazoBaHue

4. MTHFR

5. Hlnuuar

Yactsb 3:



Kaxkoii kiiroueBoil pepMeHT HUKJIA NPeBpalieHus (eHHIATAHNHA B
THPO3UH JeeKTeH npu Kiaccudeckoin ®KY?
Omeem. OEHUIATAHUHTUIPOKCUIIA3a

Y0 MpOMCXOAUT MPHU OTCYTCTBUHU JieYeHUS (PeHUIKeTOHypuu?

Omeem: YMCTBEHHasi OTCTAJIOCTb.

Y nanuenTa ¢ peHUIKETOHYpHEel MosAiBUJIACH Chilb. Kakasi BO3MokHasA
NpPUYUHA?

Omeem. HapymeHne nUETHI.

Poaurtesnu pedenka ¢ kiaaccuuecko ®KY kiuHMYECKH 310POBbI.
Kakoii uX reHOTHII 110 TeHY (PeHNIATAHUHTUAPOKCHUIA3HI?
Omeem: I'ereposurorsl. (Unu: Hocurenn)

Kakasi nezamenumas amunokucioma CTAaHOBUTCS YCJIOBHO
He3aMeHuMOoil 11 nanueHToB ¢ @PKY un3-3a HapyuieHus ee CHHTE3a U3
pennnananuna?

Omeem: Tupo3uH.



